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BCTYII

Mu KuBEeMO B HaJ[3BUYANHO IIKABUW 1 HeTIEpe10aqyBaHHI TIEPioj], OCKIIBKHA CTOIMO
Ha TMOpPO31 HOBOI €pH PO3KPUTTS INIMOWHHOI CyTlI PO3BUTKY JtojacTBa. Posmoyanocs
CTOPI4Ysl MOJIEKYJISIPHOT 010JI0T1{ 3 pO3KPUTTSIM 3aKOHIB CIIaIKOBOCTI.

CunTe3 171e#l 1 MeTOIB 3arajibHOT Ta MOJEKYJISPHOI TeHETUKH, 010XiMii, 61013uKH
CTBOPHMB HOBHMH HampsM y cydacHiil Oiojiorii, SKMM OTpMMaB Ha3By '"OlO0TEXHOTCHHA
imkenepisn”. CTalio MOXJIMBUM IIUIECIIPSIMOBAHO 3MIHIOBATH CIAJKOBI OCHOBH Ha
KJIITUHHOMY, XPOMOCOMHOMY Ta TEHHOMY PIBHSIX.

Ha mijgcraBi mboro mMeAuyHa reHeTMKa B YKpaiHi HaOylia 3HAYHOTO PO3BUTKY Ta
30araruiacs IEBHUMHU JOCATHEHHSIMH. Po3pobieHo Ta BIpOBaIKEHO HAYKOBI MPUHITUIIH
MEJUKO-TeHETUYHOTO KOHCYJIbTYBaHHS, METOJAM MAaCOBUX CKPUHIHT-TIPOTpaM JIESIKUX
CHAJKOBUX XBOPOO y AITEH; pPO3BHBAETHCS MpEHATajJbHA J1arHOCTHKAa XPOMOCOMHOI Ta
34YEIJICHO] 31 CTATTIO MATOJIOTIT; MPOBOAATH POOOTY 3 MIABUIICHHS KBaMi(iKaIlii MEAUIHUX
MPAIiBHUKIB Ta PIBHS CaHITAPHOI KYJIbTYPH HACEJICHHS 3 MUTaHb CIaJKOBOI IMaTOJOTIi.

B Vkpaini npooBXKYyIOTh CHOCTEPEKEHHS Ta BUBUYCHHSI CHAJKOBOI MAaTOJIOTIT
JIOAVMHU B TE€pi0JI HOBOHAPOIKEHHS; €HJIOKPUHOJIOTIYHOI CIAaJKOBOCTI B JUTAYOMY Ta
IOHAIIbKOMY BIIll; MIKPOCTYKTYPHHX XPOMOCOMHHUX a0epaliii y IaTroreHe3i XBopoOu
JlayHa; omuCaHUX HOBHUX CHHJIPOMIB Ta OCOOJIMBOCTEH aHOMAai XpOMOCOM; CIIaJKOBOI
MaTojorii KICTKOBOI CHCTEMH. 3HAYHY YacCTHHY JOCHIDKCHh 3 MEIWYHOI TEeHETHKHU
MPUCBSYEHO BUBUYCHHIO POJII CIAJKOBOTO KOMIIOHEHTa 3a PI3HUX THUITIB 3aXBOPIOBAHb:
Hecrenu(iuHUX 3aXBOPIOBAHb JIET€Hb, apTeplalbHOI TIMEepPTEeH3ii, imeMiYHOT XBOpoOu
cepls, BUPa3KoBO1 XBOPOOH IITYHKA, €K3€MH TOILIO.

3a cyyacHMMHU JaHUMHU €KcHepTiB BcecBiTHROI opraHizailii OXOpOHHU 3J10pOB’s, y
42-65 HOBOHAPO/KEHUX 13 TUCAY] BUABJISIOTH MOHOTE€HHI 3aXBOPIOBaHHS, 25-35 miTei
MaroTh BpOJDKEHI Baaud PO3BUTKY, 9-12 cTpaxkmaioTb Ha XBOpPOOM 31 CHaJAKOBOIO
cxunbHICTIO. ['eHeTH4HI mopyuieHHs: cnpuduHiOITh 40-70% MHUMOBUTPHUX BUKHUIHIB,
60-70% 3auaTh 3aKiHUYIOTbCS 3aru0eiito 3apoaka. Ane B psai kpain 11% nmiten
MealaTpUYHUX KIIHIK MalTh CHAJKOBY MATOJIOTiIO. Y AUTAYMUX CTallloHapax CBITY

IIOPOKY KOKHE TPETE JKKO 3aiiMar0Th XBOPI1 31 CMAJKOBOIO MATOJIOTIEH0.



OcTaHHIM 4YacoM 3HA4YHO 3HU3MJIACS HAPOKYBaHICTh B YKpaiHi i BoaHOYac,
BHACIIZOK CHAJKOBOi maToJiorii, 3pociau wmaike Ha 30% KUIBKICTh 3aXBOPIOBaHb,
nepuHaTtajibHa Ta JHUTAYa CMEPTHICTb, I1HBAJIIAHICTb. Y CTPYKTypl 3arajbHOi
CMEPTHOCTI JIiTeil BIKOM 10 5 POKIB I'€HETHYHI IPUYMHU CMEPTi cTaHOBIATH 48-60%,
TOOTO 11€ KOXHA JIpyra rnoMepJia IUTHHA.

Cepen ycix 3aXBOpPIOBaHb JIIOJICTBA MEpIIE MICIE B CBITI HAJICKUTh CIAJIKOBUM
XBOpOOaM 31 CIaJKOBOIO CXHIBHICTIO. K0 B 50-T1 poku OyJi0 BiJOMO JHIIE OJIU3BKO
KIJJbKOX COT CITaJIKOBUX XBOp0O, TO OCTaHHIM YacoM iX HapaxoByeTbcs moHaa 30 000, 1
iXHS KIJTBKICTh 3pOCTAa€ 3 KOXHUM PokoM. Bimomo O6mu3pko 30 000 xpomMOCOMHHX i
IF€HHHUX 3aXBOPIOBaHb, a OLIBIIICTh XPOHIYHUX — COPUUYMHEH] CIIaJIKOBOIO CXHIIBHICTIO.
Bynp-ske 3aXxBOpIOBaHHS NEBHOIO MIpPOIO 3aJIEKUTh BI1J CHAJKOBUX OCOOIMBOCTEH
OpraHi3my, iK1 TAKOX 3yMOBIIOIOTh CTYMIHb TSAKKOCTI XBOpOOU Ta 1i MPOTHO3.

B eKkoJoriyHO HecHpUSTIMBUX perioHax YKpaiHU CTBOPIOIOTHCS LIKIJIMBI
YMOBHM, IO CIPUYMHIOIOTH MOSIBY HOBUX MyTauliil. BcTaHoBiIeHO KOpensTUBHUMN
3B’SI30K M1 OKPEMUMHU BHJIaMH MMPOMHUCIOBOTO BUPOOHUIITBA i YACTOTOIO BPOJIKEHHUX
aHoMajii po3BUTKY. ['eHeTHuHuH TArap JIOJACTBA 3arpo3iuBO BHCOKHU. KoxHa
JI0IMHA TUIaHEeTH — HOc1i 10-15 moTeHuiiiHO MOpYyIIEeHNX IeHiB.

BinOyBaeTbcsl BeTUYEe3HUM HETaTUBHUN COIIAJIbHUM BIUIMB CITaJKOBOI MATOJIOT1i
Ha CYCIUJIBCTBO, SIKUM TOJISITA€ HE JIMIIE B MOIIUPEHHI XBOPOO, BUCOKIM JI€TaIbHOCTI
XBOpHX, a W y TpuBajiid IxHIM rocmiTamizaiii, I1HBaJigu3alli Ta CcOUiaJbHIN
ne3ajanrtaiii, a TaKoX Yy BHCOKIM BapTOCTI MJIarHOCTHUKH 1 JIKyBaHHS TaKUX
3aXBOPIOBaHb.

CyuacHa MeJUIIMHA TPYHTYETHCS HA MOJEKYISPHO-OUIOTIYHUX Ta T€HETUYHMX
3HaHHAX. OTXKe, poJib MEIMYHOI TEHETUKHU CTa€ Ae/alil 3HAUHIIIOK Ta BaXKIIUBIIIOKO.

3HMWKEHHS YacTOTH CIAJKOBUX 3aXBOPIOBaHb 1 BPOKEHUX BajJ PO3BUTKY
HEMOXJUBE 03 BIAUYTHOTO YyJIOCKOHAJIEHHS MEIUKO-TEHETUYHOI JIOMOMOTH
HACEJICHHIO, OMIMPEHHS MEpekl MEIUKO-TEHETUYHUX KOHCYJIbTallH, sIKi MOTpeOyIOTh

BHCOKOI MpodeciiiHOi MArOTOBKYM MEIUYHOTO MepCOHaTy BCiX PiBHIB.



[TociOHMK HamucaHO BIAMOBINHO 10 mporpamu cnenkypcey 3 "CydacHi mpobiemu
CHAgKOBOCTI" 1 MPHU3HAYEHO MJI MAariCTpiB MPUPOJHUYMX CHEIIAIbHOCTEH BHUIIHUX
HaBYAJIBHUX 3aKJaAiB MpH BUKIagaHHI crenkypcey "CywacHi mpoOiieMu CrajgkoBOCTI".
Horo 3MmicT IpyHTyeThcs Ha aHai3i cydacHOi JiTepaTyph 3 MeJWYHOI TEHETHKH;
HaBEJCHO IIUTOJIOTTYHI Ta 610XIMIYHI OCHOBH CITaJIKOBOCTI1, 3aKOHOMIPHOCTI YCITaIKyBaHHSI
O3HAaK, MEXaHI3MHU PO3BHUTKY CHAJKOBOi MATOJOTii; PO3IVIIHYTO BIUIMB 30BHIIIHBOTO

CCpcaoBuIla Ha ITOSABY CIIAAKOBUX MOHOI'CHHHUX Ta MOJIIT€HHHUX 3aXBOPIOBAHb.



HABYAJIBHA ITPOI'PAMA UCIHUIVIIHU "CYYACHI ITPOBJIEMH
CITAJKOBOCTT"

3mictoBuid  Moaviabr 1. IluTosoriuydi OCHOBHM TeHeTHMKHM JIIOJMHHU Ta

3aKOHOMIPHOCTI VCHAAKYBAHHSA.

3arajgpHi npoGseMH TEeHeTHKHM JIIOAMHU 1 MeIu4HOl reHeTuku. Icropis
CTaHOBJIeHHA Hayku. IIpeamMer reHeTHMKM JIIOAMHHM, SIK CKJIQJ0BOI MeIMYHOI
reHeTuku. Meroau aociaimkenHs. JloCSITHEHHS B rajly3i T€HETUKU JIOAUHU 1 MEAUYHOI
TCHETHKU. 3B’S30K 3 IHIMMMU HaykKamH. [cTopis ctaHoBieHHsS Hayku. OCHOBHI eTamnu
PO3BUTKY T'€HETUKHU JIOJAMHU. MeToAau IOCHIKEHHS: TeHEaTOT1YHUHN, ITUTOTCHETUYHUH,
NOMyJIsIiMHO-cTaTUCTUUHUM. [IpobiiemMu, 3aBAaHHS 1 MEPCHEKTUBU TEHETUKH JIFOJWHH.
€Brexika.

Iurooriuni ocnoBu cnagkoBocti. CTPYKTypa 1 BIAaCTMBOCTI XPOMOCOM. IX
kinacudikamis. HopmansHuilt kapioTun y JoauHd. MosieKyisipHa opraHizaiisi XpOMOCOM.
['eHoTun JIOAWMHU SIK LUJIICHA CUCTeMa TeHiB opraHizmy. CydacHuUM CTaH IOCTIIKEHb
reHoMmy JoauHd. KIlITMHAa — OCHOBHa CTPYKTYpPHO-(YHKI[IOHAJbHA OJUHULS KUTTS:
OyaoBa KJIITUHHW; XIMIYHMN CKJaJ KIITUHHU; MITO3, aMiTO3, MEHO03; CTaTeBl KIITUHHU,
3aIUTIAHEHHSI; TIOPYIIEHHS 3alUliIHEHHS Ta WOro Hachiaku. BrmB ankoronro Ta
HIKOTHHY Ha CTaTeBl KIITUHU Ta 3aIlIiTHCHHS.

[TonsaTTss mpo cmankoBy iH(popmalio Ta ii peani3alilo B O3HAKUM OPraHi3My.
Hyxneinosi kucinotu. I'eHeTHYHA pOJIb HYKJICTHOBUX KHUCIOT. [IOHSATTS TIpO CTPYKTYpYy
OUIKIB Ta iXHI BJIacTUBOCTI. biocuHTe3 Ounka. IlopymieHHs, siki BUHUKAIOTh Ha eTamax
O0locuHTe3y OuUIKiB, ix Hacmiakd. OcHoOBHI (QyHKIIi OutkiB. ['eHeTmunmii kozx. I'eHoM
moaunu. KapTyBaHHS TEHOMY JIFOIMHH.

['eHHa imxeHepis Ta GioTexHoxoris. I'en. Ximiuna 6ymosa i dynkuii. Onepon. Moro
OynoBa 1 pyHkiiii. AHoMaiii po3BuTKy. [Ipuunnu Ta MexaHi3Mu ixHbOI 110siBU. [loHATTS
PO KJIOHYBAHHS JIFOJTUHH.

3axoHOMIpHOCTI ycnajgkyBaHHsl O3HAK. B3aemogaisi reHiB. OCHOBHI MOHSTTS Ta

CUMBOJIM TeHeTUKH. OCHOBHI TIOHSTTS TeHETUKH. | eHeTHYHI 3aKOHOMIPHOCTI, BCTAHOBJICHI



I'. Menpaenem. Tpu 3akonn ycmankyBanHs . Menaens. YMoBH, 3a AKuUX JTiIOTh 3aKOHH .
Mennens.

MoHorenHe ycnajkyBaaHHs. MeHIENIBCbKI O3HAKW JIIOJIMHU. TUIH yCHaJKyBaHHS
MEH/ICNIIBCHbKUX O3HaK. 34YeryieHe ycmaikyBaHHS TeHiB. J{o3u reHiB. EdexT momoxxeHHs
reHiB. OCHOBHI MOJIOKEHHSI XPOMOCOMHOI Teopli CaJKOBOCTI. XPOMOCOMHE BU3HAUCHHS
ctati jmoauHu. O3HaKW 34erUieHi 31 crarTio. B3aeMois TeHIB Ta iX MpOsB MpU PIZHUX
TUTIAX yCMaaKyBaHHS. B3aemomist anenbHUX TeHIB. MHOKWHHHM allei3M. Y CITaIKyBaHHS
rpyn kpoBi 3a cuctemoro ABO Tta pesyc- dakropom. B3aemonis HeanelbHHX T'EHIB.
Komnnemenrtapnicts.  Emicras.  IlomirenHe  ycmajakyBaHHS — KUIBKICHUX — O3HAK
(TIeoTpoItis, EKCIPECUBHICTD Ta IEHETPAHTHICTh TEHIB).

[TonsiTTst ipo renokomii Ta penokomii. [luronoriyni Ta reHeTnuHi kaptu. ['eHeTHYHI
MapKepH.

3MicToOBMIA MOIVJb 2. BILIMB cepeToBHIIIA HA CHAAKOBICTbD.

CnaakoBicth i cepenoBuie. MiHIMBICTh OpPraHi3MiB, ii BUJIM Ta 3Ha4eHHs. Poib
CIAJKOBOCTI ¥ cepeloBUIlla B MIHJIMBOCTI O3HAK Ta BUHUKHEHHI 3aXBOPIOBAHb.
Moaudikamiitna MminnuBictb. Hopma peakmii. deHokormii, MeXaHi3M iX BUHUKHEHHS.
['eHOTHIIHA MIHJUBICTB, i1 POopMHU Ta 3HaUYE€HHA. MyTallii, K €TI0NOrYHUI YUHHUK. Bunn
MmyTarii. Mpyrtamiina wminauBicTh. MytareHes 1 penapamis  JHK.  Myrarenu.
KomOinaTtvBHa MiHIUBICTh. [ 'eHeTUYHUH TSTAp.

'enetnyna HeOe3neka BHACTIAOK 3a0pyJHEHHS HABKOJHUIIHHOTO CEPEIOBHUINA
myTarenamu. Exosnoriuni Ta Mmeauko-6ionoriuni Hachiaku aBapii Ha YAEC. MytanTh.

Cnaakosictb i marosorisa. CragkoBi XBOpoOH, iXHE BU3HAUEHHS, TPUYMUHU MOSIBU
Ta knacudikamis. CnaakoBICTh 1 KIIHIYHA KapTHHA XBOpoOU. CHajKoBICTh 1 PE3yNbTaTH
3aXBOPIOBAHHS.

MoHoreHnHi  (MOJEKYJSIpHI)  3aXBOPIOBAHHS.  XPOMOCOMHI  3aXBOPIOBAHHS.
MynbetudakropiasibHi  3aXBOpIOBaHHS  (MIOJIITEHHI  3aXBOPIOBAHHS 31  CIAJKOBOIO
CXHWJIbHICTIO). ['eHeTHYH1 XBOPOOM COMATUYHHUX KJIITHH (OHKOJIOTiYHI, HOBOYTBOPCHHS).

XBOpoOU reHETUYHOI HECYMICHOCTI MaTepi Ta MIo0/a.



['eHeTMyHa TeTEPOTEHHICTh CHAJKOBUX 3aXBOpPIOBaHb. BpomkeHi Bagu, iX
knacudikamis. ['eHokomii.

[IpuHnmnu  JiKkyBaHHS — clagkoBuxX  xBopoO. Ilpodinaktuka  cragkoBHX
3aXBOPIOBaHb.

Meauko-reneTuyni  acmektd  ciM'i.  [loHATTS 1po  MEAUKO-TEHETHUYHE
KOHCYJIbTyBaHHs. OpraHizailisi MEIUKO-TeHETUYHOTO KOHCYJIbTYBaHHS. Etanmu wmenuko-
TeHETUYHOTO KOHCYNbTyBaHHsA. KoHCynmpTallil B pasi MyabTH(aKTOpiadbHUX (MTOJIITCHHHX )
CHAJKOBUX 3axBOproBaHb. [IpeHaTanbHa MiarHOCTHKA crhajgkoBoi matosiorii. CydacHi
METOJIM TMpEeHATAIbHOI JiarHOCTHUKU. CKPHUHIHT-TIPOTpaMy s HOBOHApPOKEHUX.

3anoOiraHHs MOIIMPEHHIO CIAJIKOBUX 3aXBOPIOBaHb. [lepcreKTHBY reHoTepanii.



HUTOJOI'TYHI OCHOBHA CITAAKOBOCTI. CTPYKTYPHA
OPTAHIBALIA 'EHOMY JIIOJINHHA

CtpykTypa 1 BMacCTHBOCTI XpoMOcoM. Ix knacuikaris.
HopmanbHuii KapioTun y JIIOUHH.

MounekyisipHa opraHizaiisi XpOMOCOM.

H w0 N

['eHoTun moauHU SK LUTICHA CHCTeMa TeHiB opra”izmy. CyudacHui cTaH

JOCITIDKCHb TEHOMY JIFOIMHH.

o

[TousTTs npo cnaakoBy iH(OpPMALiO Ta ii peanizalliio B 03HAKH OpraHi3My.

6. [loHATTs mpo CTPYKTYypy OUIKIB Ta ixHI BIacTuBOCTI. biocuHTe3 Oinka. OCHOBHI
¢dyskii O11kiB. ['eHeTHYHUIN KO/,

7. T'en. XimiuHa OymoBa 1 pyHKIIII.

8. Omnepon. Moro 6ynosa i pyskuii. [enom moaunn. KapTyBaHHS FeHOMY JIFOIHHH.

1. CTpykTypa i BaacTusocti xpomocom. Ix kiacudikanis.

Xpomocomu — BUCOKO CHEIiai30BaHI KOMIIOHEHTH KIITHHHOTO Sipa, M0 MalOTh
CBOIO 1HAMBIAYaJbHICTh, BAKOHYIOTh MIEBHY (DYHKIIIIO 1 31aTHI BIITBOPIOBATHUCH Y KIJIBKOX
MTOKOJIHHSIX.

Xpomocomu — Hocli cmagkoBoi 1H(Mopmalii. Y Xxpomocomax 30epiraerbcs,
BIITBOPIOETHCS 1 TIEPEAETHCA CajikoBa 1H(opMallis. Y XxpoMocoMax 3amucaHa ClajgKoBa
iH(pOopMaIlis TPo BC1 03HAKK OpraHi3My (KOO JIto/IMHA OyJia 1 IKOK0 BOHA Oyie).

3a XIMIYHUM CKJagoM xpomocoma — 1e komiuiekc JIHK 3 Oinkamu JIHII
(1€30KCUHYKIIEONPOTEIN), YaCcTKa IKOro cTaHOBUTH 90% ychoro xiMiuHoOro ckiagy. Bmicr
JIHK y xpomocomax mocritauii. Jlo cknany Bxonars Takoxk PHK, JTHK-momimepasa,
Jimiau 1 MiHepalibHI peuoBUHH — Honn Ca2+ ta Mg2+.

Ocobnusocmi Xpomocom 6a2amoKIiMUHHUX OP2aAHI3MIB.!

- KUIBKICTb XpOMOCOM Y COMAaTUYHHUX KIIITUHAX OpraHi3My MOCTiilHa;

- KUIBKICTh XpOMOCOM Yy Pi3HUX OPTaHi3MiB OJJHOTO BUIY OJHAKOBA;

10



- Oprasi3mu, sKi HajlexaTb [0 OIHOTO BHUIY, MAalOTh OJHAKOBUH KapioTUI

(murmoigHMI Habip XPOMOCOM COMATUYHOI KIIITHHH);

- KUIBKICTh XpOMOCOM Y COMaTHYHHUX KIIITHHAX 3aBKId HapHa (2Nn);
- TapHI XpOMOCOMH — TOMOJIOTIYHI, MarOThb OJHAKOBI po3MipH, (HOpMy, MICTITbH
aJieNibHI TeHHU.

Haif3pyuHinie BUBYaTH CTPYKTYpPy XpPOMOCOM Ha cTajili Meradaszu mitoly. Ha 1mii
¢azi xpoMocoMH MaKCHMaJbHO CIipaii3oBaHi, yKOPOUEHi, MOTOBILEHI, TOMY YiTKO BHIHO
iXHIO CTPYKTYPY I1JT MIKPOCKOTIOM.

MeTtadaszna xpomocoma CKIAJa€ThCs 3 JBOX XpomaTuia. B OCHOBI KOXKHOI
xpoMatugu € monekyna JIHK. Xpomatuau 3’€qHYIOTBCA MK COOOKO 3a JOMOMOTOIO
TUTBIA — KIHETOXOpa. Y IIbOMY MICIIl Ha XpOMOCOMI 3HaXOJIUThCSI TIEPBUHHA MEPETHKKA —
neHTpomepa. [[o kKiHeToxopa MPUKPIILTIOITECS HUTKKM aXPOMATHHOBOIO BEPETEHA MOJLTY.
IlerpoMepa noaiyisie XpoMocoMy Ha Tuiedi. Po3MillieHHsI IEHTpOMEpH YiTKO MOCTIHHE TS
MEBHOT XPOMOCOMHU. 3aJI€KHO B PO3MIIIEHHS LETPOMEPH XPOMOCOMU OYBaIOTh:

- METaleHTPUYHI (PIBHOILIECYOBI);
- cyOmeTarieHTpu4H1 (HEPIBHOIICUOBI);
- aKpoOIEHTPUYHI (Pi3KO PEIyKOBAHE OJIHE IJIeUe, 1 BOHO BAXKKO BU3HAYAETHCH).

CtpyktypHOIO OCHOBOIO Xpomocomu € Moiekyiau JIHK. ¥V mporeci dhopmyBaHHs
xpomocom modiekynu JIHK 3B’s3ytoTbest 3 Oinkamu, cripanizytoTbes — Mmonekymna JJHK
ckopouyetbest B 10 000 pasiB. bisiku 3a0e3meuytoTh CTIMKICTh KOMIIAKTHOI CTPYKTYpHU Ha
PI3HHX PIBHAX OpraHizailii XpoMoCcoM.

binky, 1m0 BXOIATH A0 CKJIaAy XpOMAaTHHY, 3a3BHYail MOAUIAIOTH HA JBI TPYIIH:
TICTOHOBI 1 HETICTOHOBI. BuIKu-TicTOHU 31iMcHIOOTH nepinl eranu ynakoBku JIHK. Ile
100y sipHI OUIKM 3 BIAHOCHO BHUCOKHMM BMICTOM aMIHOKUCIOT (apriHiHYy ¥ J3WHY), SIKI
HAJAI0Th OCHOBHHX BJIACTUBOCTEH XPOMOCOMI.

BuninsroTs Taki piBHI OpraHizallii XpoMOCOM:

I pigenv — nykneocomuuii. Ha 1boMy piBHI yTBOPIOIOTHCS HYKJICOCOMH.

Hyxneocoma — ue pinsuka monekynu JIHK, mo cknanaetses 13 146 HyKJICOTHIHHUX

nap, HaBUBAEThCS (2 BUTKU) Ha OIIKOBUN OKTOMEp, SIKAW BMIIIyE 8 MOJEKYJN O1IKIB-
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rictoniB H4, H3, H2A, H2B. Jlingaka JIHK mix HykieocoMaMy Ha3uBa€ThCS JIIHKEPHOIO.
Monekyna IHK ckopouyeThcs B 6-7 pa3is.

Il pieenv — cynepuykneocomuuii. 3a0€3Me4y€ThCS 3a JOMOMOTOI0 OLKa TICTOHY
HI1, monekyna Oinka 3B’SI3y€TbCs 3 JIHKEPHUMHU AUISHKAMH W TOBEPXHEIO XPOMOCOM.
Bunukae BrnopsiikoBaHa CTPYKTypa CHIpaIbHOTO THUIY, SKYy HA3WBAIOTh COJICHOIOM.
Komnaktricte JIHK 36inbmyerses B 40 paziB. Ilig eneKTpOHHUM MIKPOCKOTIOM IIst
CTPYKTypa Ma€ BUIIISIA (iOpHIIM XPOMATHHY.

Il pisenv — ymeopennsa OomeHnie — TIONEPEUHOIETIUCTUX CTPYKTYP Y3IOBXK
xpomatuny. Koxna merns mictute 20 000-200 000 map HykJI€OTHAIB. YTBOPEHHS IIi€l
CTPYKTypH 3a0e3neuyeTbCsi  HEricToHOBUMHM Ounkamu. Ha 1bomy piBHI oprasizamii
XpOMAaTHH MPEJCTABICHUN B aKTHBHIA (QOpMi — y HbOMY BiJIOYBAETHCS TPAHCKPHIIIIIS.
Takuii XpOMaTHH HAa3UBAIOTh €yXPOMATUHOM.

IV pisenv — ymeopeHHs po3emKonoodioHUX CMPYKmyp — Xpomomepie YHACIII0K
criipaJizari.

V pieenv — ymeopenna memagaznux Xxpomocom — NaAIMUKONOIIOHUX CTPYKTYyp. B
OCHOBI IIOT'O MPOIIECY JICKUTH CyNepCcHipaiizallis XpOMaTuHYy.

Ha nux eramax XxpoMaTH HEAKTUBHUM — MOTO Ha3UBAKOTh TETEPOXPOMATHHOM.

dopMyBaHHS XPOMOCOM TIOYMHAETHCA B MOCTCHHTETUYHUHN Tepiof iHTepdazu u
3aBepIIyeTbcsi B MeTadaszy wmiTozy. Takum YWHOM, 3a JOMOMOTrOK OUIKIB KOXKHA
BesieTeHchka Motiekyna JIHK «ymakoByeTbes» 1 HaOyBae BUIUISIAY MalWYKOINO10HOT
cTpyktypu. KoMmmakTHa ymakoBKka CHajKOBOTO MaTepialy y BHUTIJISAI MAJIAYKOIOMIOHUX
XpOMOCOM 3a0e3nedye Oe3nmepenikoHe MepeMillleHHs] 10 MOJIIOCIB y aHadaszi MITO3y W
PIBHOMIPHUHM MO CHAAKOBOTO MaTepiaiy.

2. HopmaJsibHuii kapioTun y JIl0AMHMH.

KoxeH BHJI pOCIIMH 1 TBapUH MAa€ MEBHY MOCTIHHY KUIBKICTH XpOMOCOM. Y BCIX
COMATHUYHMUX KIIITUHAX KUIbKICTh XPOMOCOM 3aBXK]M MapHa, TOMY IO KOKHa XpOMOCOMa
Mae cob01 moaiOHy, mapHy. BoHM omHakoBi 3a po3MipoMm, (GOPMOIO, PO3MIMIECHHSIM
IIEHTPOMEPH, MaIOTh OJWH 1 TOM caMHil CKJIaj, OCKUIBKM MICTSATh ajeiibHI TeHW. Taki

XPOMOCOMH HA3MBAIOTh 20MOJN0ciYHUMU. BUHSATOK 13 TMapHOCTI CTAaHOBISTH CTaTEBI
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xpomocomu y 4yoJoBikiB X 1 Y. Halip XxpomMocoM cOMaTHYHUX KJIITHH Ha3UBaIOTh
ounioioHuMm, 10oro Mo3Ha4varoTs 2N.

Jurnnmoigauii  HaOblp XpPOMOCOM COMATHYHHMX KIITHH OpraHi3MiB  I€BHOTO
010JIOTIYHOTO BUAY HA3UBaIOTh KaploTUmoMm. JIJis KOXKHOTO KapioTUIy XapaKTepHi
MOCTIHA KUIBKICTh, hopMa 1 po3Mipu XpoMocoM. Ilig yac go3piBaHHS CTAaTeBUX KIITHH
KOXHa Mapa rOMOJIOTTYHUX XPOMOCOM PO3MOAUISIETHCS MO PI3HUX raMeTax, TOMy raMeTu
MalOTh MOJIOBUHHUU (2anioionuii) Habip XpOMOCOM, SIKHIA TO3HAYAIOTH N.

Kapiomun nwounu cxnanaetbess 3 46 xpomocoM (23 mapu TOMOJIOTTYHHX
xpoMocoMm). I3 Hux 44 (22 mapu) — 1e ayrocoMu (HECTaTeBI XPOMOCOMHM) 1 OFHA Tapa
CTaTEeBUX: y YOJIOBIKiB BoHA Mo3HadaeThess X 1 Y (XY), a B )xiHOK — XX,

CrareBi xpoMocomu 40J0BikiB Heromosioriuni (X 1 Y). Bonu maroth pizHi Gopmy,
PO3MIpH 1 CKJIaJ] T€HIB, TOMY iX Ha3WBAIOTh TETEPOXPOMOCOMaMH. X- 1 Y-XpOMOCOMU HE
TOMOJIOTIYHI, ajle B HUX € TOMOJIOT1YHI JUISHKH, K1 MICTATh ajieJIbHI I'eHHU.

CrareBi XpOMOCOMH BHU3HAYAIOTh CTATh JIIOJAUHH. Y KIHOK YC1 SSHIEKIITUHA HECYTh
X-XpOMOCOMYy, TOMY KIHOYMH OpraHi3M Ha3UBaWOTh 2omocamemuum. Y YOJOBIKIB
MI0JIOBMHA CIIEPMATO301/11B Hece X-XpoMOCOMY, a Apyra MNOJOBHHA — Y-XPOMOCOMY, TOMY
YOJIOBIYMI OpPraHi3M Ha3UBAIOTh 2emepocamMentHuM.

K0 TOMOJIOTIYHI XPOMOCOMH PO3MICTUTH TOMApHO B MIPy 3MEHIIICHHS IXHIX
PO3MIpIB, TO OJEPKUMO idiozpamy, Ha AKiH yci XpOMOCOMH TIOJIIEHO Ha 7 TPyIL.

HenBepcbka knacudikamis (1960) xpoMocom TIpyHTYeTbCsl Ha BEIUYMHI ¢
pPO3MIIIICHI IIEHTPOMEPH, a TaKoK Iuieuerd xpomocoM. Ilo3HayaroThcs OykBamu
anrmiiicekoro andasity Big A mo G, Bci mapum XpoMOCOM HYMEPYIOTh apabChKUMHU
uudpamu.

I'pyna A (1-3 mapu) — HaiOumbIn xpomocomu; 1 i 3 — MeTameHTpuyHi, 2 —
cyOMeTalleHTpUYHa.

I'pyna B (415 napu) — kpynHi CyOMeTaleHTpUIHI XPOMOCOMH.

Ipyna C (6-12 mapu Ta X-XpomMocoMa) — CyOMETAIllCHTPHYHI XPOMOCOMH
CepeaHBOTO PO3MIpY.

I'pyna D (13-15 nmapu) — akpOLEHTPUYHI XPOMOCOMH CEPEHIX PO3MIPIB.

13



I'pyna E (16-18 mapu) — npiOHi cyOMeTaleHTPUYIHI XPOMOCOMH.

I'pyna F (19-20) — HaiinpiOHiII METAIEHTPUYIHI XPOMOCOMHU.

I'pyna G (21-22 mapu ta Y-Xxpomocoma) — apiOHI aKpOLIEHTPUYUHI XPOMOCOMH.

Taka kjmacudikarlis AO3BOJIWIA YITKO PO3PIZHIATH XPOMOCOMHU, IO HANEXKATh IO
PI3HUX TPYIIL.

Bynb-sK1 3MiHM B Kap1OTUII TPU3BOJSTH A0 3HAYHUX MOPYIIEHh OOMIHY PEUYOBUH Ta
OynmoBu opraHi3my B miiomy. L1i 3MiHH, SIK TTpaBUIIO, HE CYMICHI 3 )KHUTTSIM. Taki 3UTOTH HE
po3BUBaIOThCA a00 [T TMHE HA paHHIX CTajisiX pPO3BUTKY, IO MPHU3BOJIUTH [0
MUMOBUTBHUX BHUKHIHIB a00 MepPTBOHApO/keHHs. YuMm Oinbline 3MiH y KapioTUIi, THUM
B4l Je()EeKTH BUSBIAIOTHCSA B OpraHi3Mi. 30UIBIIEHHS KUTBKOCTI XPOMOCOM Ha3HBaIOTh
nonicomiero, a SMEHIIICHHS IXHBOI KUTBKOCTI — MOHOCOMIEIO.

MonocoMii Bci JieTanbHl, KpIM MOHOCOMII 3 X-XpOMOCOMOIO B XIHOK — 45, XO. ¥V
LUX KIHOK criocTepiraeTbesi cuaapoM llepumescbkoro-TepHepa.

[Tomcomis 1-10-i map XpomMOcOM  3aKiHUYEThCA JIETAIbHO B  MEpioj
BHYTPIIIHbOYTPOOHOr0O po3BUTKY. [lomicomia 13-i mapu XpoMOCOM CHpPUYUHSIE CHHIIPOM
[latay (47, XY+13; 47, XX+13). [Tomicomis 18-i mapu — cunapom Easapaca (47, XY+18;
47, XX+18), 21-i mapu — xBopoOy Hayna (47, XY+21; 47, XX+21), momicomisi cTaTeBoi
mapyu XpoMOCOM TPHU3BOAUTH Yy KiHOK A0 Tpucomii X (47, XXX), y 4OJOBIKIB — [0
cunapomy Knaitndensrepa (47, XXY; 47, XYY).

Ha nouarky 70-X pokiB Oyiau po3po0iieHi MeToau AudepeHiinnoro GapOoyBaHHs
XPOMOCOM, IO JIO3BOJIMJIO 1ICHTU(IKYBaTH KOXXHY XpoMocomy. LI MeToam ocHoBaHI Ha
31aTHOCTI JIeAKNX OApBHUKIB CHEU(pIYHO 3B’ A3yBaTUCh 3 IEBHUMH JUISTHKAMH XPOMOCOM
B 3aJ€XKHOCTI BiJl iX CTPYKTYpHO-(YHKIIIOHAJIBHOI opraHizaiii. Taki MeTOau BUSIBUIU
JHIAHY HEOTHOPIIHICTh (CETMEHTH) XPOMOCOM.

[lonepeuyHa MOCMYTOBaHICTb, B NMPHUHLMII, BUSBJISE CETMEHTH B XPOMOCOMI 1 €
PEe3yNbTaTOM HEPIBHOMIPHOT KOHACHCAIlIT XpOMaTHHY 1O HOTO AOBXKUHI. B 3a1eXHOCTI Bij
Mmipu cmipanizamii JIHK B xpomocoMi BUAUISIIOTE eemepoxpomamunosi 1a eyxpomamunosi

TUISTHKY, JUISL SIKAX XapaKTepH1 pi3H1 (QyHKIIOHAbHI Ta TeHETHUYHI BIIACTUBOCTI.
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I'emepoxpomamunosa Oinanka (IHTEHCUBHO 3a0apBIIEHUI XPOMAaTHH) € YaCTHHOIO
KOHJICHCOBAHOTO XpoMaTuHy (BucokocmipamizoBana JIHK), mo mnposBaserbcs npu
mudepeniiioBanomy  ¢gapOyBaHHI Yy  BUIVISAI  TEMHUX  CMYXOK. HasBHICTB
reTepoXpoMaTUHy MOXXHAa BHSIBUTH B 1HTep(ha3sHOMY sipi. 3YUTYBaHHS TE€HETHYHOI
iHpopMarii 3 JaHUX JOUISHOK HE BIIOyBaeTbes. PO3pI3HSIOTH CTPYKTYpHUH Ta
(bakynpTaTUBHUI rerepoxpoMatv. CTPYKTYpHUN TeTEepOXpOMATUH MPUCYTHIN B MEBHUX
TUITHKaX ~ XpOMOCOMH  (HampuKiaj, HABKOJIO  IIEHTPOMEP  BCIX  XPOMOCOM).
@dakynbTaTUBHUN TETEPOXPOMATUH 3 SBISETHCA B XPOMOCOMI IMpH HajcHipaizarii
€yXpOMaTHHOBUX MIIsTHOK. HuM Moxe OyTu oxorieHa 1ijga xpoMmocoMa. Tak, B KIITHUHAX
AKIHOYOTO OpraHi3My OJlHa 13 X-XpOMOCOM TMOBHICTIO IHAKTUBOBaHa MUISIXOM
rerepoxpoMaTrusalii BXKE€ Ha paHHIX eTanax eMOplOHaJdbHOro pPO3BUTKY. Taka
1HaKTHBOBaHAa X-XpOMOCOMa HA3UBAETLCA CIMamesum Xpomamurnom, abo minbyem bappa.
3aBgKM reTepoxpomarusaiii X-XpoMOCOMH B KJIIITHHAX >KIHOYOT'O OPTraHi3My IPOXOIUTh
BUPIBHIOBAHHS KIJIBKOCTI TEHIB, M0 (YHKI[IOHYIOTh B 4YOJIOBIUOMY Ta >KIHOYOMY
opraHi3max, OCKIJIbKH y YOJIOBIKIB € JIUIIE OHA X-XpOMOCOMA.

Eyxpomamunosi dinanku XpoMOCOMU B 1HTEp(a3HOMY sAJIpi HE MOMITHI, OCKUIBKH
MpE/CTaBICHI XPOMAaTHHOM B JIEKOHJACHCOBAHOMY CTaHi, IO BKa3y€ Ha IiX BHCOKY
MeTa0oJIIYHy aKTHUBHICTH Ta BMICT YHIKaJIbHUX T€HIB, 110 KOHTPOIIOIOTH CHHTE3 PI3HUX
O1JIKIB.

3. MoJiekyJisipHa oprasizaunisi XxpoMmocom.

OCHOBHUM CTPYKTYpHHM KOMIIOHEHTOM XpoMocomu € JTHK. Monekynu JIHK — ne
JHIAHI TOJIMEpH, MOOYyIOBaHI 3 HYKJIeOoTHIIB. KOXHUN HYKIEOTH] CKJIAaIaeTbCa 3
MypUHOBOI (aJ€HiH, I'yaHiH) ab0 MIPUMIAMHOBOI (THMIH, LIMTO3MH) a30THUCTHX OCHOB;
yKpy JAe30kcupubo3u; 3amumiky (ochopHoi kucnotu. HykmeoTuam 3’€qHYIOTHCA
ykpoBo-(ochaTHrmu 3B’ s13kamu y noxaimMepHuil naniror. Monekyna JJHK cknanaerscs 3
JIBOX TOJIHYKJICOTUIHUX JIAHITIOTIB, 3aKPYUYEHUX CIIpaenoiOHO. A30THCTI OCHOBH TpHU
[IbOMY 3aKpy4Y€Hl BCEPEAMHY CIipaii 1 pO3MIIMIEeHI YITKO 3aKOHOMipHO. OCHOBH JBOX
JAHLIOTIB  3’€IHYIOThCA MDK CcO0OI BOJHEBUMH  3B’SI3KaMHM 32  MPUHIUIIOM

KOMILJIEMEHTApPHOCTI:  aJIeHIH-TUMIH, TyaHiH-MuTo3uH. JIBocmipambhicth JIHK 1
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KOMIUIEMEHTAPHICTH 11 JTaHILIOTIB CKJIaIal0Th CTPYKTYPHY OCHOBY JJISl MPOIIECY PeruTiKallii
reHeTUYHOro Marepiany B iHTep(dasi. IloaBiiiHa cripanb PO3KPYUYETHCS 1 HA KOKHOMY 3
JAHIIOTIB, SK Ha MAaTpHUIl, OYIyeThCsA 3a MPHUHIUIIOM KOMILJIEMEHTApPHOCTI JOYIpHIN
JaHIror. TakuM YHHOM, YTBOPIOEThCS JIB1 1neHTHYHI JouipHi Monekynu JIHK.
OynkmioHanbHO MoJiekyna JIHK moainseTbcs Ha BeIMKY KUIBKICTh BIJIPI3KIB, SIKI HECYTh
iH(popMallito Tpo MEePBUHHY CTPYKTYPY TOTO UM 1HIIOTO MOJIMENTHAHOTO JaHiora. B
monekyni JIHK € 1 Oararopa3oBo mMmoBTOpeHI OAHAaKOBI abo mMoAiOHI 3a CKJIaJoM
HYKJICOTHUIHI TTOCTIJOBHOCTI, III0 BUKOHYIOTh PETYIATOPHI QYHKIIII.

B wmexax omnoro reny [IHK Takox He € OZHOPIAHOIO, BOHA MOMAUISETHCS Ha
(YHKILIOHATBHO PI3HI JOUISHKM — €K30HM (TpaHCoroThes 3a jaonomororo PHK ms
moOy10BU O1JIKIB) Ta IHTPOHU (HE TPAHCITIOIOTHCS ).

Bnacmusocmi /[HK:

1. IHK — yniBepcanbHa. Ii yHiBepcanbHICTh MOJATaE B TOMY, IO B YCiX TBApHH i
POCIVH 11 MOJIEKYJIN:

- € HEenepioJUYHUMU NOJIMEPaAMU;
- moOynoBaHI 3 OJHHUX 1 THUX CaMHUX HYKJICOTH]IB: THUMIHOBOTO, aJI€HIHOBOTO,
IIUTO3UHOBOTO 1 T'yaHIHOBOTO;

2. IHK — inguBinyanbHa (crienudivyHa, yHIKaJIbHA): Y KOXKHOTO BUAY OpPraHi3MiB
mosiekynu JIHK Bigpi3HSIOTBCS MiXK COOOI0 32 KIJTBKICTIO Ta TOPSIIKOM YepryBaHHS
HYKJICOTH/IIB.

3. Monekynu JIHK xapaktepusytoTbCsi TI€BHUMH 3aKOHOMIPHOCTSIMH, SIKi
BcTaHOBUB Yy 1950 poui amepukancekuii BueHuid E. Yapradd (npasuno Yapraddda):

- CyMa IIypUHOBHUX OCHOB JIOPIBHIOE CyM1 MIPUMIIMHOBHX OCHOB;

- KUIBKICTh aJCHIHOBHX HYKJICOTHIIB JOPIBHIOE KIIBKOCTI THMIHOBHUX, a KUIBKICTh
I'YaHIHOBUX — KUJTBKOCTI IIMTO3UHOBUX;

- JIHK xoxHOrO By Ma€ nmeBHUM KOeDiIieHT crienu(iqHOCTI;

- BIIHOIIEHHS CyMH KoHueHTparii ['+1] mo cymu xoumentpariiit A+T y pi3HUX BHUIIB
3HayHO 3MiHWIThC (I / A+T — wne cmiBBiIHOUIEHHS BuaocnenudiuHe; HOro

HA3UBaAIOTh KOEPIIIEHTOM CEU(PIYHOCTI);
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-y BipyciB nasior JIHK Takox nmoaBiitHui#, Tibku B nesakux ¢ariB (BipyciB 1 OakTepiit)
€ ogHoJaxiorosa JIHK;
- nykieoruanuit ckian JHK-KIITHH pi3HUX TKaHUH OJHOTO OPTraHi3My OJTHAKOBHIA;
- pi3HI OpraHi3MH OJHOTO BUIY MAIOTh PI3HUN HYKJICOTHUIHUN CKIIAI.
Dynxyii' THK 3ab6e3neuyromvcs makumu npoyecamis.
- HaIMBKOHCEPBATUBHHUM CaMOITOJABOEHHSM (PEIlIiKAIlI€l0);
- Bukopuctanusm wmonekynmn JHK sk marpumi ans cuntesy iPHK 1 Buaie PHK
(TpaHCKPHIIIIEIO);
- piBHOMIpHUM po3noainom IHK MaTepuHChKOT KINTHHU MK JOUYIPHIMH ITi]T 4aC MITO3Yy.

Pennixayis (pedynnikayisa, camonodsocHus, camogiomeopenns monexyiu JIHK)
JIHK — 3a0e3nedye TOYHE KOIIIOBAHHS CHaJAKOBOI iH(MOpMarlii B psal mokodiHb. [lig gac
perutikanii 3 onHi€l MoJjekynu aBoJiaHuorooi JIHK yTBoproeTscss 1BI MOJEKYIIH,
IICHTUYHI OAHAa OAHIM 1 BuUXiIHIM Mosekyni. lle € mepexymoBoro 30epekeHHs
BUJIOCTIEIM(DIYHOT CMaaKkoBOi 1HGoOpMalii B psijal TOKOJIHH KIITUH 1 OpPraHi3MiB,
nepeayMoBOI0 3HauHO1 nocTtiitHocTi BuiB. Permikarisa JIHK cknamaetbest 3 TphoX eramiB
— iHimianii, eqoHraIi 1 TepMiHaIrii.

JJHK B Xxpomocomi MICTUTBCS HE Yy BUIBHOMY CTaHl, a y CKJaJAl CKJIAJHOrO
koMmriekcy — xpomaruny (6inku, PHK). PHK wna BinMiny Bin JIHK — onmnomanirorona
Mosiekyna. Ha 3aminy TUMiHY € HyKieoTun ypamwi (aaeHiH-ypanui). IcHye Tpu
ocHoBHMX Tunu PHK, sKi BiApI3HAIOTBCS JIOKAII3alll€l0, po3MipamMH, HYKJIEOTHIHUM
CKJIQJIOM, CTPYKTYPOIO 1 (DYHKIIIOHAIbHUMHU BJIACTUBOCTSAMH:

1. Inpopmayiiina, abo mampuuna PHK — iPHK. BoHa MICTUTh T€HETUYHY 1H(HOpPMAIIiIO
PO MOCIIIOBHICTh aMIHOKUCIIOT Uil (DEPMEHTIB Ta 1HIIKUX OLIKIB, CIYTye MAaTPULEIO IS
OlocuHTE3y MOMIMNENTHIHUX JaHIIoriB OUIKiB (3BiAcu apyra HazBa MPHK), ctanoButs 3-
4% Bciei PHK-kiTHHY, MOXeE MaTH Pi3HY JOBXKHUHY, KA 3aJI€KUTh BiJl JOBXKUHU I'eHa Ta
3aK0/I0BaHOTO Oinka. DYHKINS — MEPEHOCUTh TEHETUYHY 1HGOPMAII0 TPO CTPYKTYPY
oinka Bim [AHK, sika MicTuThCcs B snpl KIITUHH, 1O pUOOCOM, SIKI PO3TAIIOBaHl B

LUTOIUIa3M1 PETUKYJIyMY a00 BUIBHO.
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2. Pubocomna PHK- pPHK. Ti wactka cranosuts 90% yciei PHK xiitunu. Lle Hait6inbi
mouniekynn PHK. Mae BUCOKYy MoONeKy/sIpHy Macy, YTBOPIOETBCS B SiAEpLl Aapa KIITHHH,
BXOJIUTh JO0 CKjIaay XpomocoM. bepe yuacte y cunte3l Ouika. Monekynun pPHK B
KOMIUIEKCI 3 pubocoManibHUMU OiTKaMu 1 (pepMEHTAaMU CTBOPIOIOTH PHOOCOMY, B SIKIiif
B1J10yBa€eThbCs O10CMHTE3 OLIKA.

3. TIpaucnopmmna PHK — mPHK. HaiikopoTmia 3a po3MipaMH Ta Mae€ HaWMEHIIY
MOJICKYJIIpHY Macy, ctaHoBUTh 10-20% 3arampHOi kimbkocTi PHK xmituaM. KokHa
moisiekyna TPHK Mae mocriliHy BTOPUHHY CTPYKTYpy y (Gopmi JBOMIPHOTO JHMCTKA
KOHIOUINHM, 1 CKJIaIa€ThCs 13 CHipaIbHUX UISTHOK, YTBOPEHUX HYKJICOTHIAMHU OJIHOTO i
TOTO CaMOTO JIAHIIOTa, Ta PO3TAIIOBAaHUX MK HUMHU TPHOX OJHOJAHIFOTOBUX IMETEIb.
Monekynu TPHK MarooTh 4oTupu BakiIMBI AUISHKUA: TPAHCIIOPTHY, aHTUKOJAOH, JIJISTHKY
npuenHanHs (¢epmenty amiHoauun-TPHK-cuHTeTasm ta auIiHKY 3B’SI3yBaHHS 3
prboCOMOIO.

4. T'eHoM JOIMHHA. 'eHOTHII JIJIMHY SIK HLTICHA CHCTEMA I'eHIB OpraHizmy.

Hagecni 2000 poxy y CBiTI BUOYXHYJIa CEHCAllisl: TEHOM JIFOJUHU, TIPO 0 CTUIbKU
TOBOPWJIM BYEHI, HApEmITI IUIKOM po3mu@poBano. MibkHapoaHuii npoekT «['eHom
TOIUHW» cTapTyBaB y 1990 powi 3 iHILIATUBH aMEPUKAHCHKOro ypsiay. Y Horo pooorti
Opanu y4acTh JIOCHTITHHUKY 3 YCIX KyTOUKIB 3eMHO1 Kyii: Anrmii, @panmii, Anonii, CIIA,
VYkpainu, Himeuunnu Ta 6araThoX 1HIIUX KpaiH.

I'enom — cykymlHICTH CHAJKOBOIO MaTepiaidy OpraHi3Mmy, SIKHUM JIOKaJ130BaHUW B
ramjaoigfHoMy Habopi xpoMocoMm. ['eHoMm € Bupocnenu@iyHUM, OCKIIBKH € THM
HEOOX1IHUM HaOOpOM TeHiB, sIKMi 3a0e3neuye (pOpMyBaHHS BUIOBUX XapaKTEPHUCTHK
opraHi3MiB B OHTOreHesi. Ilpu cTaTteBoMy pO3MHOXKEHHI B MPOLECI 3aIlIigHEHHS
00’ €IHYIOTHCSI TEHOMH JIBOX OATHKIBCHKHX CTAaTEBUX KIITHH, (DOPMYIOUU TE€HOTHUIT HOBOTO
opraHizmy. Bci comMaTuW4H1 KIITHHM Takoro OpraHi3My MarOTh MOJABIMHUN HAOIp TIeHiB,
oTpuMaHux Bil 000x OarbkiB. Ha  opranismMoBoMy piBHI Opraizaiiii CHnagKoBOTO
MaTepialy MpOSBIISIOTHCS MOTO HACTYIHI BIaCTUBOCTI:

1) 3maTHICTH 0 CAMOBITHOBJICHHSI 1 CAMOKOPEKIIIT B P/l MOMYJISIINA KITITHH;

2) miATpUMaHHS CTAJIOCTI KapiOTUIy B HACTYITHUX MOKOJIIHHSIX OPTaHi3MiB;
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3) 3maTHICTH 10 pekoMOiHallli CaJAKOBOrO MaTepialy B TeHOTHII;
4) 3maTHICTH 1O 3MIHM TE€HOMHOI OpraHi3aiii CIaJKoBOrO Mmatepiaidy (3a paxyHOK
T€HOMHHUX MYTaIlii).

[lepuiumMu mpoOYUTATH TEHETUYHUI KO/ JIIOJUHU BAAJIOCS BUCHUM O10TEXHOJIOTTUHOT
komranii «Cenepa ['enomuke» mia kepiBaunrBoM Kpeiina Berrepa. I'enom moaunu Oyio
po3mdpoBaHO 3a JOMOMOTOI METOJAMKU po3poOsieHoi Hampukidii 1970-x pokis
amepukaHcbkuM OioxiMikom dpenepukom CaHrepoM.

['eHOM NIOAMHM CKaJaJA€ThCS 3 TPHOX MUIBSApAIB map HykieotunaiB. Ilig wac
NpOLEAYPH CEKBEHYBaHHS BIOYBAa€ThCS pPO3pi3yBaHHS A0CHiKyBaHoi monekynu JJHK
Ha (¢parmentH, kiaoHyBaHHs iX B E. Coli 1 Gararopa3zoBa myOumikaumis Uisl OA€pKaHHS
MUIBHOHIB KON KOXXHOro (¢parMeHTa. Y pe3ynbTari mayOsikaili, MNpoBEAEHOI B
0COOJIMBUX YMOBAaX, OAEPKYIOTh Ha01p Komiil (hparMeHTIB p13HOI JOBKHUHH, KOKHE 3 SIKUX
3aKIHUYETbCSI (DIYOPECLIEHTHO MIYEHUM HYyKIeoTuAoM. dparMeHTH po3auIsdioTh 110
JOBXKHHI 3a JIONIOMOTOI0 €JlEeKTpOodope3y, PEECTPYIOTh CBITJIIOBUM CHUTHAN B KOKHOTO 3
HUX IO Mipl IPOXO/KEHHA 4Yepe3 JETEKTOp 1 OJEPKYIOTh HYKICOTUAHY MOCIITOBHICTh
BUxiAHOro januiora. Ilepesara merogy Canrepa moisisirae B WOro BIJHOCHIA HPOCTOTI,
BHUCOKIA TOYHOCTI, aJi€ BIH JOCUTh JOPOTHH 1 TPYIOMICTKHUH.

JAHK-xmiTuHa TIepen pos3MojijioM 3a3Ha€ KapJAWHAIBHUX 3MiH: IOJBIMHA CITipalb
PO3KPYUYEThCS, JAHLIOTU pO3XOAAThcs. Ha KOXHOMY 3 HHMX ITOYMHAETHCS CUHTE3
KOMILJIEMEHTAPHUX TMOJIHYKJIEOTHAIB, HAa OJHOMY — Oe€3lepepBHUN, HA I1HIIOMY —
nepepuBuacTHii. Foro karanisye (pepMeHT mosiMepasa; iHIINil pparMeHT (j1irasa) 3mIuBae
MOMIHYKIEOTUAH1 dparMeHTH y Oe3nepepBHuid naHior. Tak 3 oxniei mosekynmu JJHK
YTBOPIOIOTHCS JIB1. ICHYy€ HU3KAa METO/IB CEKBEHYBaHHS.

['eHoTHTT NMIOJIMHU, AK 1 IHIIUX OpPraHi3MiB, cHOpMyBaBCS €BOIIOIINHO. 3arajibHa
€BOJIIOLIISl TEHOTUITY €yKapiOTIB TIOB’si3aHa 3 MPOTPECUBHUM 30UIBIICHHSIM KUIBKOCTI
JHK, mo mpusBeno mo Bemukoi kimbkocTi komyrouumx JIHK. Cepen mokmmBmx
MeXaHI3MiB 30UIBLICHHS TE€HOMY BUIUILIOTH MNOJIIUIIOiAM3aLil0 W aMiniigikaiio.
Haii0inpmux 3MiH T€HOM 3a3Ha€ B pe3yJbTaTi MOMIMIOiAu3anii (301IbIIEHHS KIJIBKOCTI

JHK i xpomocom, kpaTHe ramioinaomMy). [lomimioinis mpu3BOAUTH 10 30UTBHIICHHS 03U
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BCIX TEHIB 1 CTBOPIOE HAMJIUINOK TEHETUYHOTO MaTepialy, SKAA B MOJATBIIOMY
3MIHIOETBCS B PE3ynbTaTi MyTaliid Ta mao0opy. OueBHIHO, MO B XOAl  €BOJIOII]
MOJIIIIOTAN3AIlIS CYTIPOBOKYBAJIACAd TMEPEX0I0M JI0 AUILIOIIHOTO CTaHy.

BaxnuBuMm MexaHi3MOM, SIKUW TPHU3BIB J0 €BOIIOMIMHOTO 30UIBIIEHHS T€HOMY, €
amrIuTipikarlis HyKJICOTUIHUX MOCIIIOBHOCTEH (YTBOPEHHS 1X KOIiM, BAHUKHEHHSI JUISTHOK
JIHK, 1110 TOBTOPIOIOTHCH).

[leBHe 3Ha4YeHHS B EBOJIOLIMHOMY BH3HAUEHHI pO3MIpIB TEHOMY  Maid 1
XPOMOCOMHI TiepeOy/I0BH, 30KpeMa Jelielii, AyIuliKalii, TpaHciokalii. B pesynbTaTi
TaKUX CKJIAJHUX €BOJIOMINHUX MEPETBOPEHB Y KOXKHOTO BUIY OpraHi3MmiB chopmyBamacs
CKJIaJ{Ha CCTEMa I'€HOTHUIY, IKa Mpe/ICTaBIeHa PI3HUMHU 32 (PYHKLISIMU T€HAMH.

Cyuachuii cman 00Cni0HceHb 2EHOMY JIIOOUHU.

Mixnaponna nporpama "I'enom moguau" Oyna cpopmynboBaHa Ha modatky 90-x
pokiB XX ct. Ha mouarky 2003 poky reHOM JIIOJAMHHM TOBHICTIO CEKBEHOBAaHUM, TOOTO
MOBHICTIO TMPOYMTAHA TOCTIIOBHICTh TPhOX MUIBSPAIB Map OCHOB, 3 AKX MOOyJOBaHA
JHK, Bcix 23 map xpoMocoM JroauHH. ['eHeTUYHa TOBXKUHA T€HOMY JIIOJUHU CKJIaJae
3000 cM (canTuMopraHija, rTeHETUYHA BIJACTaHb, sika JOPIBHIOE 1% KPOCHHTOBEPY).
Po3B’a3anns nporpamu ,,I eHOM JIIOAWUHKU CHOPHUSIIO CTBOPEHHIO T€HETUYHUX KapT,
BIITBOPEHHIO [TUTOTCHETUYHOI KapTHU T€HOMY 1 BJIaCHE CEKBEHCY.

I'enernyna kapTa mnependadae BCTAHOBJIICHHS TMOCIIJOBHOCTI PO3MIIIEHHS
FeHEeTUYHHUX MapKepiB 3 BiJicTaHHIO He O1nbie 1 ¢cM B310BXk ycix xpoMocoM. Taka
TeHEeTUYHA KapTa J03BOJISIE€ KapTyBaTu OyIb-sKUH T'€H, BCTAHOBUTH BIJIHOCHY BI1JICTaHb
M1X JIOKYyCaMHU.

BunsatkoBum ycnixom mnporpamu ,Jl'eHom mroauHu" Oylo CTBOPEHHS
iHTerpanbHux (pi3uyHuUx) Kapt reHomy. KaproBano Omm3pko 40000 komxyrounx
MOCJIIOBHOCTEN. 3arajpHa KUIBKICTh I'eHiB, oueBUAHO, ckiamaTume 30000-40000.

Ha croromni BeCh TEHOM JIOAMHU KJIOHOBAHUN y BUTJISIII BEJIMKUX (PparMeHTIB, sKi
MIEPEKPUBAIOTh OJUH OJHOTO. Po3TamnryBaHHS KOXHOTO 3 IUX (PParMEHTIB HA XPOMOCOMI

BHU3HAYEHO 3 BHUCOKOIO TOYHICTIO. TepMiH KJIOHYBAaHHS O3HAyae, 110 T'€H KapTOBAHUMU,
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BU/IVICHUH, BUBUYEHA HOTr0 CTPYKTypa, 3HailieHa MyTallis, SKa BUKJIMKAE T€ YU 1HIIE
3aXBOPIOBAaHHS.

PoO3KkpUTTS TeHOMY JIIOAWHU COPUSATHUME PO3BUTKY HOBUX HAINPSAMKIB MEAUIMHU,
BUBYCHHIO MPUPOJN CHAJKOBHUX 1 3JIOAKICHUX XBOPOO, po3poOlii T€HHOI Ta KIITUHHOI
Teparii.

5-6. [lousiTTs Mpo cnaakoBy iHGopmauilo Ta ii peasizaiisi B 03HAKH OpraHizmy.
OcHoBHi ¢pyHKuii OUIKiB. 'eHeTHYHMI KO,

Cami O3HAaKM HE YCIAJKOBYIOTbCs, a Jymimie iHdopmalis npo Hux. Cmaakosa
(remetnyHa) iHGOpPMAIIS PO O3HAKHU 3amucaHa i 30epiraeTbes B Motekyni JIHK, gepes
AKy BoHa mnepenaerscs. Jumsnka monekynn JIHK, sika koaye mepBUHHY CTPYKTYpy
nominentuny, abo monekynu pPHK ta TPHK, sBisie co6oto reH.

['enn € onMHMIICIO CMAAKOBOCTI. BOHM KOHTpPOMIOIOTH Y€1 MPOLECH B KIITHHI
IUIIXOM CUHTE3y OUIKiB-(hepMeHTiB (O10karTamizaropiB) Ta iHmMX OUIKIB. i pepmentu, B
CBOIO Yepry, BHU3HA4YalOTh CHUHTE3 IHIIMX PEYOBUH KIITUHHU, Kl (OPMYIOTh O3HAKY
(BIaCTUBICTH), @ eeHemu4Ha (cnaokosa) inghopmayis — ye inghopmayisi npo CMpyKmypy
oinkie. KoXeH CTpYKTYpHUH Te€H MICTUTh 1H(GOPMAII0 MPO CTPYKTYPY OJIHOTO
nomnentuay: 1 red — 1 nomnentua. Yumano O1IKiB-(GEpPMEHTIB CKIATAETHCS 3 KUTBKOX
HOJIMENTUIHUX JIAHIIOT1B, CHHTE3 SIKUX KOJY€ETHCS OKPEMHUMHU T€HAMHU.

binku, sk 1 HyKJI€THOBI KUCIOTH, € O10JIOTIYHUMH HEMEPIOAMYHUMHU TOJTIMEPAMH,
MOHOMEpPAMH SIKUX € aMmiHOKucIoTH. Jlo ckiamy TBapuHHUX OUIKIB BXoAsATh 20
aMIHOKUCIIOT, sIKI € aM(OTepHUMHU CHOJyKaMu. 3aBASKH aM(POTEPHOCTI aMiHOKUCIOTU
3’€JHYIOThCS MK COOOI0 NMENTUAHUMU 3B’ SI3KAMH 1 CTBOPIOIOTH MOJIEKYJIH MOJIMENTUTY.
binku mMaroTh MepBUHHY, BTOPUHHY, TPETUHHY 1 YETBEPTUHHY CTPYKTYPH; Bl CTPYKTYPH
O1yKa 3ajexaTh MOro BIACTUBOCTI 1 PYHKIIII.

OcHosHi (hyHKYii OINKIB:

1. Binku pa3oM 3 HyKJIECTHOBUMH KHCIIOTAMH € OCHOBOIO JKUTTSI.

2. binku BU3HAYAIOTh O3HAKU OPTaHi3MYy.

3. CrpykrypHa ¢yHKIisS (3a0e3medyroTh YTBOPEHHS BCiX €JIEMEHTIB KJIITHH 1

Opratizmy).
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4. Karamitnuna (pepMeHTaTHBHA) — KaTali3ylOTh 1 3a0€3Me4yloTh yC1 OCHOBHI
¢GyHKIIT opranimy.

5. PerynsatuBHa (rOpMOHM) — PEryJOlOTh 1 KOOPAMHYIOTH METa0OIIvHI Ta
(b1310JI0T14HI IPOLIECH OPTaHI3MY.

6. TpancrnopTHa (remMoryio0in).

7. PymiitHa (M103UH, aKTHH).

8. 3axucHa (aHTUTLIA, IHTEPHEPOH).

9. PentenitopHa, a0 >k curHajgbHa (y HEPBOBIM CHCTEMi) — PO3MI3HAIOTh CUTHAIIH,
NIEPETBOPIOIOTH X 1 MEPEIatoTh y MEBHUI BIJIILT OpraHi3My.

10. EnepreTnyna.

OTtxe, cnankoBa (reHeTuyHa) iHdopMarlis — 1e iHdopMaIlis Mpo CTPYKTypy OUIKIB,
ska 3akogoBaHa B moJiekysi JJHK. ITochinoBHicTh aminokuciot B moJiekyi JJHK, a came
— TIOCIIJTIOBHICTh TPHOX CYCIJIHIX HYKJICOTHU[IB (KOJOBUH TPHUILIET) KOJye 1H(POPMAIIiI0
npo OAHY aMiHOKHcioTy. CucremMa 3amucy CHaakoBoi 1HQoOpMalii, 3a SIKOIO
MOCIAOBHICTh aMIHOKHCJIOT y MOJICKYJ1 OlKa BHM3HAYA€THCS 4YeEpe3 MOCIIIOBHICTh
HykieotuiB y mosiekyii JIHK, Ha3zuBaeThcst cenemuunum kooom.

I'enemuunuti K00 — BIAaCTUBA BCIM JKUBHUM OpraHi3MaM €JIlMHa cucTeMa 30epeKeHHs
CraJAKoBO1 1H(GOpMAIIil B MOJIEKYJIaX HYKJIETHOBUX KHUCIIOT.

[TocmimoBHicTh TphOX cycimHix HykJeoTumiB (tpuruier) y JHK ab6o iPHK, ska
KOJy€ TMEBHY AaMIHOKUCIOTY a00 NOYaToOK 1 KIHElb TpaHchsauii (CuHTe3y Olika),
HA3UBAETHCS KOOOHOM. OCKUIBKH ICHY€ YOTUPU THUMH HYKIJICOTHIIB, T€HETUYHUN KOJ
CKJIaJIlaeThcsl 3 64 KOJOHIB, 3 HUX 61 KOmOoH Koaye 20 aMIHOKHCIOT, SIKI BXOISITh IO
ckiany Oinka. Tpu xomonu — YAIL, YAA, YI'A — HoHceHc-konouu (“'cTom-komoHu"),
BOHM HE KOAYIOTh JKOJIHOI aMIHOKHCJIOTH, a € CUTHAJOM 3aKIHUCHHS TPaHCIAIII, a
konoHu AYT ta I'YI' — curnanom ii noyarky.

Bracmueocmi cenemuunozo kooy:

e Kon TpumnieTHuil — MOCHIAOBHICTh TPHOX HYKJICOTHAIB (KOTOBUW TPHUILIET,

KOJIOH), KOAY€E OAHY aMIHOKHUCIIOTY.
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e Kon yHiBepcanpbHUIl — KOA MPAKTUYHO €AUHUN IS HEKITITUHHUX 1
KIITUHHUX (OPM KUTTS, OJHI K Ti caml TPUIUIETH KOAYIOTh OJHI U Ti cami
aMIHOKHUCJIOTH B PI3HUX OpraHi3Max.

e Kon BupomkeHuii — ofHy W Ty caMmy aMIiHOKHCIOTY MOXYTb KOAYBaTH
JeKiIbKa pPI3HUX TpUIIETiB. OAHUM TPUILIETOM KOIYETHCS METIOHIH 1
TpunTodaH, KJIbKkoMa — yci 1HII. BpomKeHICTh 3axulliae reHeTUYHUN KO/
Bl MyTalllMHUX 3MiH: YUM OUIbIIE KOJOBUX TPHUILIETIB BiAMOBIIAIOTH
aMIHOKHCIIOTI, TUM HaJIWHIIIE BOHA 3aXWIIEHA BiJ MOPYIICHHS peaizamii
T€HETUYHOI TPOrPaMH.

e KoJ He nepeKpuBa€ETHCSA — OJIUH 1 TOM caMUil HyKJIEOTH] HE MOKE BOJHOYAC
BXOJIMTH JI0 CKJIaJly pi3HUX KOAOHIB (TpUIUieTiB). /[Ba po3ramoBaHux nopy4
KOJIOHHM KOJIYIOTb TIJIBKH JIB1 aMIHOKHUCIIOTH.

e Kon mae UmHIMHMI TOpSIOK 34YUTyBaHHS  (OJHOCHPSAMOBAaHUN) 1
XapaKTEepU3Yy€EThCS KOJIIHEAPHICTIO — MOCIIIOBHICTh TPUILIETIB HYKJICOTHU/IIB
y iPHK To4yHO BU3Ha4Yae mocaiJOBHICTh aMIHOKUCIIOT Y TIOJIMETTH/I.

e Kox He mae "po3aisioBUX 3HAKIB" — KO/ 0€3 KOMH.

7. I'en. Ximiuna OynoBa i pyHkmii.

I'en — 1e eneMeHTapHa AUCKPETHA OJMHUII CHAJAKOBOCTI, (DYHKIIIOHAJbHA
onunulsg renetuyHoi iHdopmaryi. Himstaka monexkymu JJHK (y nesxux BipyciB — PHK),
sKa MICTUTH 1H(OpPMAIIiI0 PO MEPBUHHY CTPYKTYpY nosinentuay abo iHdopmarlio mpo
MOCJIII0OBHICTh HYyKJIeoTHaA1B y Mosiekyni iPHK a6o TPHK.

Icuytoms pisni 6uou 2enis:

1) CTpyKTypHI — BOHHM MICTATh TI'€HETHYHY I1H(OPMAII0 TIPO IMOCIIAOBHICTD
aMIHOKUCIIOT y MoJjekym Oinka. [leBHMiI TeH KoJye CHHTE3 OJHOro OljKa.
Halimennry oAMHMIIO TEHETHUYHOTO Martepiaidy, sfKa KOJye€ CHHTE3 TIEBHOTO
MOJIMENTUAY Ha3WBalOTh LUUTPOHOM. OJUH IMTPOH KOJAY€E OAUH MOJIIMENTHI.
Tepminu "uutpon” 1 "reH" BBaKarOTh CHHOHIMAMU;

2) renu TPHK — konyrote cuntes tpancnoptaux JJHK;

3) renu pPHK — koaytots cunres pudbocomunx PHK;
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4)

5)

PETYJIATOPHI T€HH — KOHTPOJIOIOTH AKTUBHICTh CTPYKTYpHUX T€HIB, KOIYIOThH
CTPYKTYpY OiiKa-penpecopa;

BIJIKPUTI TICEBJOTE€HM — BOHHM CXOX1 Ha CTPYKTYpHi, aje€ HE TPAHCIIOIOTHCS B
(YHKITIOHaTbHO aKTUBHI MOIMETTHIH.

['enu xapaxkmepu3syomuscs makumu 03HaAKAMU.:

KOXKeH T€H YyHIKaJbHUM, TOOTO B KOXXHOMY T€HI YHIKajgbHa IIOCJIIOBHICTh
HYKJICOTHIIB, SIKa CKIaAaeThes mpuOan3Ho 3 1 000 map HyKJI€OTH/IIB;

KOXEH T'€H 3/IaT€H KOHTPOJIIOBATH JIMIIIE TIEBHY O3HAKY;

TeHH PO3TAIlIOBaH1 Y XpOMOCOMaXx B JTIHIHHOMY MOPSIIKY;

KOKEH I'€H Ma€e B XpOMOCOMI CBO€ Micie (Jiokyc). Bimomi Takok MOOUIbHI T€HH,
SIK1 3/1aTH1 J0 MEePEeMIIICHHS 110 TCHOMY KIIITHHU;

TE€HU ICHYIOTh Yy JBOX CTaHaX (JOMIHAaHTHOMY 1 PEIECMBHOMY), iX Ha3UBalOTh
anenbHUMH. BoHM 3aiiMaloTh OJJHAKOBI JIOKYCH TOMOJIOTTYHUX XPOMOCOM;

reHu CTallIbHI (TMepealoThbesl 13 TMOKOJIHHS B TOKOJIHHA), 3aBISKH iXHIN
CTaOUIBHOCTI B MPUPO/I1 30€pIratoThCs BUIIH;

T€HU MOXYTh 3MIHIOBATUCA. 3MIHM B CTPYKTYypl T'€HIB Ha3MBaIOTh MYTaIlI€IO.
MyTaHTHUII T€H TaKOX CTaOUIbHMI (MyTauli yCHaJKOBYIOTHCS 13 MOKOJIHHSA B
nokouiHHs). HalimeHma nifisHka TeHa, 3MiHa SKOi MOXKE CIPUYUHSATH MYTAIlio,
HA3UBAETHCS MYTOHOM (OJIMHUIIA MyTaIlii);

TeHH MOXKYTh B3aeMoiaTu. Lle Bege 10 mosiBU HOBOI O3HAKM;

TeHH, SIKI PO3TAIllOBaHI B OJHIA XpOMOCOMI, 34eruieHi. BoHH yTBOPIOIOTH Tpymy
3UYEIJICHHS 1 yCIaJAKOBYIOTBCS Pa3oM;

34YEIUICHI TeHH MOXXYTh YCIAJIKOBYBATHCS OKPEMO 3aBASKH KPOCHHTOBEPY, SKUN
B110yBa€ThCS B MEHO31;

IreHU MOXYTh pekoMOiHyBaTucs. OauHuus pekoMOiHauii — pekoH. Lle HaiimeHnmia
TJSHKA, SKa HE TUIATHCS IUIIXOM peKOMOiHaIlii;

aKTUBHICTh TeHa TMepedyBae mMiJ TEHHUM KOHTPOJEM 1 KOHTPOJEM YWHHUKIB

30BHIIIHBOTO CEPEIOBHUIIIA;
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- CYKYIIHICTh T€HIB OpraHi3My HAa3MBA€TbCS T€HOTHUIIOM. | €HOTUIl YHIKaJIbHHHA Yy
KOXXHOMY oprani3mi (kpiM MZ-0113HIOKIB), TOMY BC1 JIFOAU YHIKAJIbHI;

- TEeHOM — CYKYIIHICTh T€HIB, sIKI MICTAThCA B TaIUIOiTHOMY HaOOpi XpOMOCOM.
CraTeBa KJIITHHA Ma€ OJTMH T€HOM, & COMAaTUYHA JIBa;

- OUIBIIICTh T'€HIB €yKapIOTIB € YHIKAJIBHOIO 1 MPEJICTaBICHA B TEHOMI JIUIIIE OJIHIEI0
KOIIIEIO;

- KOXHHUU TeH cKiamaeThes npuomm3no 3 1 000 map HYKJIEOTHIIB, KITBKICTh Ta
MOCTIAOBHICTh iX Yy KOXXHOMY T€HI YyHIKaJdbHa, TOMY T€H creuu(piuyHui 1
KOHTPOJTIOE NIEBHY O3HAKY;

- T'€HU NOJIBOIOIOTHCS B 1IHTEp(Da3i;

- TeHH KePYIOTh O10CHHTE30M;

- reH BigHoBIo€e JIHK micns ymkomkeHs;

- T€H 3J1ACHIOE KOHTPOJIb 32 PO3BUTKOM Ta CTAPIHHAM KJIITHH.

VYca renernyna iHbopMmallis Ipo CTPYKTYpy OUKiB 3amudpoBana B Mmosiekym JJHK
(reHax) 4epe3 MOCIIJIOBHICTh HYKJICOTHAIB. OAuH TeH Kojaye oauH O110K (pepmeHT).
binku-pepmenTn B3aeMoniroTh MDK coOoro, 10 Beae A0 (HOpMyBaHHS O3HAKH. Ajie
O3HaKa (OpPMYEThCS HE JUIIE MiJ BIUIMBOM B3aemojli OaraTboX (epMmeHTiB, a U 3a
MIEBHUX YMOB CEpPEIOBUIIIA.

OCKUJIBKM TEHOTHUIT yCIX JIIOJIe YHIKAJIbHUM, a OTKe, YHIKAJIbHUNA CKJIa] OUIKIB,
TOMY ¥ yHIKaJIbHI BCl JItOU. AJie (OpMYBaHHS JIFOAUHU SIK OCOOMCTOCTI 3aJIeKUTh HE
JuIIe BifJ il TEHOTHUITY, a ¥ BiJl YMOB CEpEIOBHINA, BUXOBAHHS, CAMOBHUXOBAHHS, OCBITH
TOIIIO.

8. Onepon. Moro 6ynosa i pynknii. KapryBanusi renomy JI10HHH.

B ycix comaTM4HMX KIITHHaX OJHOTO OpraHi3My OJHAKOBHM Habip XpOMOCOM
(kapioTuIl) Ta T€HIB. Y JIOJIMHA KapiOTUIl CTAaHOBUTH 46 XpoMocoM. AJie BCl COMAaTHUYHI
KJIITUHUA BIJIPI3HAIOTECSA (OPMOIO, po3Mipamu, (PYHKITI€IO, CKIaI0M O1JIKIB, HE3BaKAIOUU
Ha Te, 0 TeHETHUYHA 1H(pOpMAIIis PO OUIKU B YCiX KIITHHAX OJHAKOBA. 3BIJICH BUCHOBOK,
[0 HE BCl T'€HHM «IPAIIOIOTh» B YCIX KJIITHHAX OJHAKOBO, TOOTO B PI3HUX KIITHHAX

"MpaIoroTh" Pi3HI TeHU, 0 1 BeJe A0 CHHTE3Y Pi3HUX O1JIKIB.
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Kpim TOro, B OfHiil 1 T camiil KJIITHHI CHHTE3 PI3HMX OLUIKIB BiIOyBaeTbcs 3
HEOJIHAKOBOIO MIBUAKICTIO. TOMy B KIIITHHI Ma€ ICHyBaTH SIKMICH JIy)K€ JOCKOHAJIH
MeXaHi3M, 1110 3a0e3neuye BUOIpKOBUN CUHTE3 HEOOX1AHUX OUJIKIB 1 IEBHY iX KUIBKICTb.

Yci nporiecu KIITUHHOTO METaboJi3My Mepe0yBaloTh MiJl KOHTPOJIEM T'€HIB, TOMY
THIYKIISA 1 penpecis CMHTe3y OUIKIB TaKOXK KOHTPOJIIOEThCA TeHaMu. LIimicHy Teopiro
IFCHETUYHOTO KOHTPOJIFO OLIKOBOrO CHUHTE3y cTBopwid B 1961 pomi  (paHIry3bki
MikpoOiosioru i renetuku @. XKakob ta XK. Mono. L1 Teopis oxepkana Ha3By "'Timoresa
(xoHIIEMIIis]) omnepoHa”. 3riAHO 3 II€I0 KOHIICTIIIEI0, ONMEPOH — IIe TPYyNa CTPYKTYPHHX 1
(GYHKI[IOHATBPHUX TEHIB, L0 MPAaIiol0Th ojaHouYacHO. [li3Himie If0 KoHIemiio OyIo
JIOTIOBHEHO.

3a cy4acHHMMH JIaHUMH JIO0 CKJaJly OIlEpOHA HajeXaTh: TEeH-IIPOMOTOpP 1 TeH-
orepaTop.

Oneponna cucmema — OJMH 13 MEXaHI3MIB PEryJIAlli aKTUBHOCTI T€HIB, a OTXKeE, 1
cuntedy OuikiB. lle camoperyiaboBaHa cuHcTeMa, SKa TIPYHTYETbCS Ha MPUHIUII
3BOPOTHBOTO 3B’513Ky. B omepoHi BUAUIAIOTE 30HU: 1) npoxcumanvua (akuenTopHa), sika
MICTUTh TIOCTIJJOBHO PO3MIIIEHI TE€HH-ONepaTopyd 1 NPOMOTOpH; 2) oucmanivHa -—
pEryisiTopHa 30Ha. Y TBAPUH 1 JIOJUHU KOXKEH ONEPOH MICTUTh 0araTo peryisiTOpHUX
reHiB. CTpyKTypHI T€HH, SKI BIJIMOBIIAIOTh 3a CHHTE3 (PEPMEHTIB OJHOTO JIAHIIIOTa
O10XIMIYHUX pPEAKIlii, MOKYTh OyTH PO3TalllOBaHI HE B OJHOMY ONEPOHI, & PO3CIsIHI 1O
TeHOMY.

Jpyruit MexaHi3M reHHO1 aKTUBHOCTI, SIKU € TIJIbKU B €YKapiOTiB, — 1€ OJIHOYACHA
rpynoBa penpecis reHiB y LTI XpoMocomi abo Ha ii autaHui. Penpecist 3a1HCHIOETbCS 32
JIOTIOMOTO0 O1IKIB-TICTOHIB, sIKi, 3B’si3ytounch 13 JJHK, mpurHiuytoTh TpaHCKpUMIIiIO.
HericToHoB1 OUTKH yCyBalOTh OJIOKYIOUY 10 TICTOHIB.

BuBYeHHs TpoLECIB peryidiii TeHHOI aKTUBHOCTI Ma€ BEJIUKE MpPaKTHYHE
3HAUCHHA. YMIHHSI KOHTPOJIOBATU KUTTEMISUIBHICTh KIITHHU AACTh 3MOTY BIUTMBATH Ha

30yIHUKIB 1HPEKIIHHIX XBOPOO Ta pi3HI (OPMU PAaKOBUX KITITHH.
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OTxe, onepon — 1€ CyKyMHICTh CTPYKTYPHHUX I'€HIB Ta TeHa-onepaTtopa. Ha neBHiii
BIACTaHI BiA 1€l Trpynu mnepedyBae TeH-PEryJsuTop, SKUH KOHTPOJIOE TMepexin
CTPYKTYpPHHUX T'€HIB OITOCEPEIKOBAHO, Yepe3 TCH-0IEpaTop.

[Tpomotop € miciiem npueananus mosekyan PHK-nomiMepasu 1 Bu3Havae, skwif 3
nBox nanirorie JIHK Oyae maTpuriero mig yac TpaHCKPHIIIIi.

Axmo Oinok-pernpecop rnepedyBae B akTUBHINA ¢Gopmi, TO BiH MPHUETHYETHCS 0
reHa-onepaTropa, THM CaMUM OJIOKYIOYM MOXJIMBY TpaHcKpumiio. OmepoH cTae
HEaKTUBHUM. SIKIIO X OiTOK-pempecop MepexoauTh y HEaKTHBHY (opMmy, TO TeEH-
OrepaTop BUBUIBHAETHCS, ONEPOH AKTUBYETHCS 1 PO3IMOYMHAETHCS TPAHCKPHIIIS 3

HACTYIMHOIO TPAHCIALI€0. TaKMM YHHOM, PETIPECOP € HEFATUBHUM PETYJIATOPOM.

Iumanns onsa camokoHmponio:

1. CTpykTypa i BIaCTHBOCTI XpOMOCOM. IX Knacudikariis.

2. HopmanbHuiil KapioTUIl y JIFOIUHH.

3. MoumnekysipHa oprasizaiiisi XpOMOCOM.

4. TeHoTMn JIOAWHMU SK IIUIICHA cuUcTeMa TeHiB opraHidmy. CyyacHud cTaH
JOCIIKEHb TEHOMY JIFOJIHMHH.

5. Knmitura — OCHOBHa CTPYKTYpHO-(DYHKIIIOHAJIbHA OJWHUIIA OKUTTS: OyJi0Ba

KIITUHHY, XIMIYHAM CKJIaJ KIITAHW, MITO3, aMiTO3, MEHO03; CTaTeBl KIITHHH,
3aIUT1THEHHS; TTOPYIIECHHS 3arUTiTHEHHS Ta HOTr0 HACI K.

6. Brums ajnkoroiiro Ta HIKOTHHY Ha CTaTEBl KJIITUHU Ta 3aIlIiTHCHHS.

7. TlonsATTs mpo crnagkoBy iH(OpMaIito Ta ii peanizaliio B 03HaKU OpraHi3my.

8. Hyxkneinosi kucmotu. I eHeTHYHA POJIh HYKJICTHOBUX KHUCIIOT.

9. TloHSTTA MPO CTPYKTYPY OUIKIB Ta iXHI BIACTUBOCTI.

10.biocunTe3 Oinka. [lopymreHHs, sKi BUHUKAIOThL Ha €Tarax OIlOCHHTE3y OLIKiB, ix
HACITIJIKH.

11.0OcHoBHi pyHKuii O11KiB. 'eHeTHUHMIA KOJI.

12.T'enom moauuu. KapTyBaHHSI TeHOMY JIIOAUHHU.

13. I'enna imxeHepis Ta 610TEeXHOJIOTS.
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14. T'en. XimiuHa OymoBa i yHKITII.
15. Onepow. Moro 6yoBa i dhyHKIii.
16. Anomautii po3BuTKy. [IpuunHm Ta MeXaHI3MHU iIXHBOI MOSIBH.

17. I1loHATTS PO KIOHYBAHHS JIFOJWHH.

Jimepamypa:
1. boukoB H.II. Memunmnackas reaetuka / H.II. boukos. — M.: ITDOTAP-ME]], 2002. —
C. 20-32.
2. Memuuna Oionorist: [linpyunuk qms BH3 II-IV piBniB Buknananus / 3a pen. B.M.
[Timaxka, }O.1. Baxxopu. — C.153, 164-167.
3. Ilytunuena I".J1. MenuuHa reHeTnka: [Tigpyunuk / 1. [Tytunuesa. — K.: Menuiuna,
2008. — C. 11-124, 216-269.
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3AKOHOMIPHOCTI VYCIIAAKYBAHHA O3HAK. XPOMOCOMHA
TEOPISA CHAAKOBOCTI. B3AEMO/14 I'EHIB

1. MonorenHe ycrmankyBaaHHs. MeHIENBChKI O3HAKH JIFOIMHH.

2. Tunu ycnaakyBaHHSI MEHJETIBCHKUX O3HAK.

3. 3ueruiene ycnaakyBaHHs reHiB. Jlo3u reniB. Edekt monoxenHs reHi. OCHOBHI
MOJIOKEHHSI XPOMOCOMHOI TEOpii CITaJKOBOCTI. XPOMOCOMHE BU3HAYCHHS CTaTi
mroguau. O3HaKH 34YerIeH] 31 CTaTTIO.

4. B3aemopis reHiB Ta iX MPOSIB IPU PI3HUX THMAX yCMaaKkyBaHHSA. B3aemomis
aJeIbHUX TEHIB.

5. MHoxuHHU# anenizMm. YcnaakyBaHHs Tpyn KpoBi 3a cuctemoro ABO Ta pesyc-
(dbakTOopoOM.

6. Bzaemomis HeanenpbHuX reHiB. KommemeHntapHicTh. Emictas. Ilomirenne
yCHaJKyBaHHS  KIUTbKICHMX  O3HaK  (IJICHOTpOMis, EKCIPECHBHICTh  Ta
MEHETPAHTHICTh T€HIB).

7. TlonsaTTs po reHokomii Ta GeHOKOMIi.

8. LuTomoriyHi Ta reHeTUYHI KapTu. | eHeTH4H1 MapKepH.

1. MoHorenHe ycnaakyBaanHsi. MeHae1iBCbKi 03HAKHU JIIOAUHU.

Monocennum Ha3UBAE€ThCS TaKWW THUN YCMAJIKyBaHHS, KOJM CHAJKOBa O3HAKa
KOHTPOJIIOETbCS ~ OJHUM  TE€HOM.  JloCmiPKyBaB  3aKOHOMIPHOCTI ~ MOHOTEHHOTO
yCIaJKyBaHHs BUAATHUN BueHUM I'. Mennens. BiH ekcriepuMeHTaabHO OOIPYHTYBAB Ha-
SIBHICTh OJMHMIIb CMAJKOBOCTI (CMaJKOBUX 3aJaTKiB, CHAJKOBUX (DAKTOPIB) 1 OMHCAB iX
Ba)KJIMBI BIIACTUBOCTI — JUCKPETHICTh, CTA0LIBHICTh Ta CTIEIIU(IYHICTh aJIETLHOTO CTaHY.

[IpunuunoBo HoOBe, BHeceHe I'. MeHnaeneM y BHBYEHHS YCHaAKyBaHHs, — 1€
riopugosioriyanii MeTon (TiOpua — 1€ CYKYIHICTh). AHANI3YHO4YU PEe3yJabTaT MOHO- 1
JUT10pUTHOTO CXPENTyBaHb TOPOXY, BiH JIMIIIOB BUCHOBKY, IIIO:

1) pO3BHUTOK CIAJKOBUX O3HAK 3aJICKHUTD BiJl TIepeadl HalllaKaM CITaJKOBUX (DaKTOPIB;
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2) cmagkoBI YMHHMKH, SIKI KOHTPOJIOIOTH PO3BUTOK OKPEMOi O3HAaKW, MapHi: OAUH
MOXOAMTH BiJ OaThbKa, APYruil — BiAg Marepl; y PyHKIIOHATILHOMY BITHOIIEHHI YMHHUKU
MaloTh BJIACTUBOCTI JJOMIHAHTHOI 1 PEIECUBHOI O3HAK (JIOMIHAHTHA O3HAKa, KA MPOSBIISE
cebe, perecuBHa 03HaKa — cebe He TPOSBIISIE B OMMHAPHIN 1031);

3) cnagkoBi (akTopu IepemarTbCs B PAAl  MOKOJiHb, HE BTpAvalOyd CBOET
1HIMB11yaJIbHOCTI, TOOTO XapaKTePU3yIOThCS CTATICTIO;

4) B mporeci YTBOPEHHS CTaTeBUX KIITHH TapHI alle)ibHI TeHU MOTPAIUIIIOTh Yy Pi3Hi
ramMeTH (3aKoH "UYHMCTOTH' raMeT): BIHOBJICHHS TaKUX Iap BiIOYBAa€ThCS B PE3yJIbTarTl
3aILTTHCHHS,

5) MarepuHCBKHIA 1 OaTHKIBCHKMN OpPraHI3MH PIBHOIO MIPOIO OEpyTh y4yacThb y nepenadi
CBOIX cmaakoBuX ¢akTopiB Hamiaakam. HoBe MOKOMIHHS OTpUMY€E HE TOTOBI O3HAKH, a
TUIBKU MaTepiayibHi (PaKTopH.

Ha tux npuHImnax 1pyHTyIOTbCS MpaBuiia (3aKOHH) YCIIaKyBaHHs, C(OPMYIhOBaH1
I'. Mengaenem.

Memnoeniecoki o3naxu aoO0uny. 3arajabHl 3aKOHH CIIQAKOBOCTI OJHAKOBI JJIA BCIX
KUBUX 1CTOT. MeHIeII0I041 03HAKH JIIOAUHU — 1€ O3HAKH, SIKI MiAMOPSAKOBYIOTHCS a00
YCHAJKOBYIOTBCS 3a 3aKOHOMIPHOCTSIMH, BcTaHoBileHMMH I. Menaenem. Bonu €
JTUCKPETHI W yCHaJaKOBYIOThCSI MOHOTeHHO: 1 reH — 1 o3naka. Bimomo monan 100 BumiB
METa0OJMIYHUX aHOMANIl y JIOJIMHU, Kl YCIMAaJKOBYIOTHCS 3T1IHO 3 MEHJETIBCHKOIO
MOHOTIOpUJIHOIO CXEMOI0, HalpHKIaJ, rajakTo3emis, (DEeHIIKEeTOHYpisd, pi3Hl (popMmu
reMoryiooiHonatii Ta iHmr. JloMiHaHTHOIO ab0 PEIIECUBHOIO 03HAKOIO Y JIIOJIMHU € O3HAKa,
a He reH. JIOMIHAHTHICTh YW PELECUBHICTh — I1I€ HACHIJOK [ii reHa, a He Horo
BJIACTUBICTb.

2. Tunm ycnaakyBaHHsI MeHAeJiBCbKHX 03HAK.

JUid  TIOAMHU  XapaKTepHiI BIJOMI THUNM YCHNAJKyBaHHS O3HAK: ayTOCOMHO-
nominanTHu# (AJl-Tum), ayrocomHo-peniecuBauil (AP-Tum) ta 34enneHuii 13 CTaTeBUMH
XpOMOCOMaMH.

Aymocomno-oominanmnuuil mun ycnaokyeanusa. BHacIioK TOro, 1o JOMIHAHTHI

TeHH, SIKI BUKIMKAIOTh PO3BUTOK 3aXBOPIOBAHHS, B TOMO3UTOTHOMY CTaHi 3/1€01IbIIOTO
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JIeTaNbH1, TO BCl HUTIOOM MIXK 3I0pOBUMU 1 XBOPUMH BIIHOCATHCA 10 TUIY Aa X aa, ne A
— JOMIHAHTHUM TE€H, SKWWA BHW3HAYA€ PO3BUTOK CIAJKOBOTO 3aXBOPIOBAaHHS, a -
pPELECUBHUM T'EH.
3a IbOTO TUITY YCIMAIKyBaHHS NEPEBAKAIOTH TaKl YMOBHU:
1) KO’)KHa XBOpa TUTHHA MA€ XBOPOTO OJTHOTO 3 OATHKIB;
2) 3aXBOPIOBAHHS IEPEIAETHCS MO CHAJAKOBOCTI B IMOKOMIHHSAX (XBOpI € B KOXKHOMY
MTOKOJIIHHI);
3) y 310poBHUX OAThKiB AITH OYAYTh 3I0POBHMH;
4) 3aXBOPITH MOXYTh 1 YOJIOBIKH, 1 )KIHKH OJTHAKOBO YacTO, OCKUILKW T'€H JIOKAJI3y€ThCS B
ayTOCOMI,
5) IMOBIPHICTh HApPO/KEHHS XBOPOI TUTHHHM, SIKIIO XBOPHH OMUH 3 OaThKiB, CKJIaJae
50%.
3a TakuM THUIIOM YCHAJKOBYIOTHCS JCSKI HOPMaJIbHI 1 MATOJIOTIYHI O3HAKU: Oiie
MacMO BOJIOCCS, BOJIOCCS KOPCTKE, MPSME, IIEPCTUCTE BOJIOCCS, KOPOTKE, Ky4depsiBe, MHIIIHE,
TOBCTA IIKipa, 37]aTHICTh 3TOPTaTH S3UK TPyOOUKO, rabcOyprcebka rydoa (HHKHS IIeserna
By3bKa, BUCTYyIIA€ BIICPE], HIDKHA Ty0a BiJBUCIA 1 HAMIBBIAKPUTHH POT), MOJIIAKTHIIIS
(GararomaiicTh, KOJM KUTBKICTh MAJbBIIB JOcsATaE 6-9 Ha HOrax ab0 pyKax), CHHIAKTHIIS
(3pomieHHsT M'IKMX a00 KICTKOBHMX TKAaHHMH (hajlaHT JBOX 1 OUIbIIEC MAIbI[B), OpaxigaKTHIIis
(KOpOTKOMATICTh, HEJOPO3BUHEHHSI AUCTANIBHUX (haJIaHT Majblli), apaXHOJAKTHIIISL (CHIIBHO
BHJIOBKEHI IaJIbI) Ta iH.
AymocomMHo-00MIHAHMHOMY MUNY YCNAOKY8AHHA 61ACMUBL MAKI O3HAKU:
1) mepenaBaHHS 3aXBOPIOBAHHS 3 IOKOJIHHS JO TOKONIHHS (YCHaIKyBaHHS ITO
BEpTUKAJIL);
2) mepenava 3aXBOPIOBAHHS B/l XBOPUX OATHKIB JITSIM;
3) 3m0opoBi  wieHHM CiM’i, SAK TpPaBWIO, MalOTh 3J0POBUX  HAIIAJKIB,
4) oOMBI CTATi ypaKaOThCs OJJHAKOBO YacTo.
JliarHOCTHKA ayTOCOMHO-/IOMIHAHTHOTO TUITY YCIaJAKyBaHHS 1HO/1 CKJIaa€ TIeBHI

TPYAHOILl, 3YMOBJEHI TaKUMH BJIACTUBOCTSIMHU, SIK MEHETPAHTHICTh (MMOBIPHICTH
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IpOsIBY T€HAa) Ta €KCIPECUBHICTh (CTYMiIHb BUPAXEHOCTI O3HAKM, JJII XBOpOOU — 1I€
TSOKKICTBh TIEpeOiry 3aXBOPIOBAHHS).

Aymocomno-peyecuenuii  mun  ycnaokyeéanusa. SIKIIO  PEIECUBHI  T'€HU
JOKalli30BaHI B ayTocOMaxX, TO TPOSBISIIOTBCS BOHM TUIBKH MpU U001 JBOX
reTepo3uroT ab0 TOMO3UTOT 32 PEIICCUBHUM aJIeJIEM.

[cHYIOTH TpHY BapiaHTH ILTIOO01B:

1) aa x aa — Bci 1iTH XBOPI;

2) Aa x aa - 50% niteir Oyayth xBopuMH, 50% (EHOTUIIHO 3I0pPOBI, ajie € HOCIIMH
MMaTOJOTIYHOIO T€HA;

3) Aa x Aa - 25% niteit OymyTh XBopuMH, 75% (eHOTHITHO 3/10pOoBi, ane 50% 3 HUX €
HOCISIMH MATOJOTIYHOTO T'eHa.

3a ayTOCOMHO-PEIECMBHUM THUIIOM YCHAJIKOBYIOThCA TaKl O3HAKU B JIFOJUHU:
BOJIOCCS mpsiMe 1 ToHke, mmikipa ToHka, O (I) rpyma kposi, rpymna kpoBi Rh-, xBopoOu
00OMiHYy peuoBUH ((PEHIIKETOHYPIs, TAIAKTO3EMIsI TA 1H. ).

YactoTa BUHUKHEHHS ayTOCOMHO-PEIIECMBHOTO 3aXBOPIOBAHHSA 3HAXOIUTHCA B
NPSMiii 3aJ1€XKHOCTI Bijl CTYIICHS MOMMPEHHs MYTAHTHOTO reHa. FIMOBIPHICTh pelleCHBHHX
CHAJKOBUX XBOpPOO OCOOJMBO 3pOCTa€E B 130JIATaX Ta MOMYJALIAX, B SKUX Oarato
Oonmu3pkopoaMHHUX 1UIOOIB.  Ile 3ymoBieHo Tum, TO TyT "KOHIEHTparis"
reTEPO3UTOTHOTO HOCIIICTBA BUIIA, HIXK Y 3arajibHIN MOIMYJIAIII].

Aymocomno-peyecusnuii mun ycnaoky8aHHs MA€ psio 8IOMIHHUX PUC:

1) Bij1 3710pOBHX OATHKIB HAPODKYIOTHCS XBOPI JiTH;

2) BiJI XBOPOTO 0aThKa HAPOHKYIOTHCS 37I0POBI JiTH;

3) XBOpitOTh B OCHOBHOMY cuOcu (Opatu, cecTpu), a He OaThbKU-IITH, SK TPH
JOMIHAHTHOMY THITI YCTIQJKyBaHHS;

4) y poJIoBO/II TTEPEBaXKHO OLIBIINK BiICOTOK OJIM3bKOPOANHHUX IILTIO0IB;

5) BCi 310pOBi OaTHKH XBOPHX JIiTEH € TeTEPO3UTOTHUMH HOCISIMU MATOJOTTYHOIO T'eHa,;

6) 0JTHAKOBO YaCTO XBOPIFOTh YOJIOBIKH 1 )KIHKH;

7) y TE€TepO3UTOTHUX HOCIiB CIIBBIJHOIIEHHS XBOPHX 1 3I0pOBUX AiTel ckiaaae 1:3.

32



[Ipy ayTOCOMHO-pElleCUBHOMY THWIII YCHAJAKyBaHHS, SK 1 MPU ayTOCOMHO-
JOMIHAHTHOMY, MOXJIMBI PI3HOTO CTYyNEHs EKCIPECHUBHICTh O3HAKH 1 4YacToTa
NEHETPAHTHOCTI.

3uenneni 3i cmammio o3naxu. CTateBl XpOMOCOMH, KpIM BH3HAYEHHS CTarTi,
BUKOHYIOTBH 1 1HII (PYHKIII1, OCKUIBKM MICTSTh T€HH, K1 BIUIUBAIOTh HAa Pi3HI CUCTEMH
oprasiB. YcnaJKyBaHHSI O3HAK 1 BIACTUBOCTEH, 3yMOBJIEHUX I'€HaMU, JIOKaI130BaHUMHU B
cTtaTeBUX XpoMocoMmax (X abo Y) Ha3uBAETHCS YCHAOKYBAHHS, 3YENIeHUM 3i CIammio.
XapakTep 34erUIEHOTO 31 CTaTTIO YCIMaJKyBaHHsS ICTOTHO 3aJIeKUTh BiJl TOTO, B SIKHX
CTaTeBHX XPOMOCOMAaxX 1 B AKUX AUISHKAX PO3MIIICHI Ti UM 1HII reHd. B HUX MiCTUTBCA
oJlHa 13 HaWOUIbIIKX Tpyn 34erieHHs. Jo ii ckinamy BxoauTh 06Jau3bko 90 rewis. 111 o3Haku
YCIIaJIKOBYIOThCS 3a X-34EIUIEHUM a00 Y-3YEIUIEHUM THUIIOM 1 T€HU MOAUISIOTHCS Ha TpU
HIATPYIN 3aJIEKHO B1JT TOTO, B IKUX UISIHKaX X- 1 Y-XpOMOCOMH BOHH PO3TAILIOBaHI.

Jlo mepmioi miArpynu BIAHECEHO T€HHU, PO3TAIOBAaHI B MapHOMY CETMEHTI
cTaTeBUX XpoMocoM (y Tid AUIAHII, sIKa oAHaKoBa y X- 1 Y-xpoMmocom). I]e X-3uennenutl
OoMIHaumMuuL mun ycnaoxysauus (X/1).

1. Konu xBopwuii 6aThK0, @ MAaTH 310POBa, YC1 IXH1 JOHBKH TAKOX XBOPITUMYTh, a
CUHU OyAyTb 3J0pPOBI.

2. Skmo XxBopa MaTu, aj€ BOHa TIE€TEPO3UTrOTHA, a OaThbKO 3J0pPOBHI, TO
HMOBIPHICTh HAPOKEHHS XBOPOi AUTHUHU cTaHOBUTHME 50% He3ale)kHO Bij] CTATI.

3. SIxkuio xBopa MaTh roMo3uroTHa, To Bci aitu (100%) OyayTh Takox XBOPI.

HpyTy niArpymny ckjiajatoTh T€HHU, pO3TAIIOBaHI B AUISHII X-XpPOMOCOMHU, SKOI
y Y-xpomMocoMu Hemae. Takl I'€HHM MOBHICTIO 34YEIJIEHI 31 CTaTTIO, MEpeNaroThCs
HalmagkaM pasoM 3 X-XpOMOCOMOIO 1 HE MOXYTb MepexoauTu 3 X- B Y-XpOMOCOMY.
Ywucno rewiB, sIKi BXOJATHh B 1[I0 MIATPYIY, B JIOAUHU JOCUTH Benuke. Lle X-3uennenuii
peyecusHuti mun ycnaokyeauts (XP).

1. XBOpIitOTh MEepeBaXKHO OCOOH YOJIOBIUOI CTATI.

2. Y xBoporo 6aTbKka BCi CMHH OyIyTh 370pOBi (ITATOJIOTTYHUNA T€H MEPEIA€ThCS

TUIbKU JJOHBKaM).
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3. XBopoba (03HaKa) mepeaaeThes Bl I1IyCiB OHyKaM 4epe3 MPaKTUIHO 3JJ0POBY
TIOHBKY-HOCIS.
4. XBopa NiBYMHKA MOXKE HApOAUTHUCS TUIBKU B ILTIO01, B SKOMY OaTbKO XBOPHH,
a MaTH € HOCIEM a00 XBOPOIO.
Tpetio miaArpymy ckiIagaloTh T'€HHM HEMApHOI JAUISHKHA Y-XpPOMOCOMH. Taki TeHH
OTpUMAaJ Ha3BY TOJAHAPUYHUX, BOHU OOMEXKEHI1 TUIBKU YOJOBIYOIO CTATTIO 1 YUCIIO iX

HEBEJIMKE. YC1 BOHHM YCIAIKOBYIOTHCS TUIBKM IO YOJOBIUiM JIHIT BiJl TMOKOJIHHS 10

MOKOJIIHHS: Y XBOPOro 0aThka BCl cCMHU OyAyTh Takox xBopi (100%).

Haitnowupeniuii MoHO2eHHI cnaAdK08i CUHOPOMU

Cunapom

Tun ycnaakyBaHHsA

Anb01HI3M OYel 1 HIKIpU
BpaxinakTumis
lManakrozemis

I'emodimis A

I'emodinis B
I'moxoHpormuiasis
JliabeT HelykpoBuii
ATpodist 30poBOro HepBa
Karapakra Bpokena
Karapakra Bpokena
Karapakra Bposkena
Myxkomimino3s, Tanu I, 11, T11
Xopes I'eHTIHITOHA

I'emepanomis

AyTOCOMHO-PELIECUBHUI
AyTOCOMHO-I0MIHAHTHUM
AyTOCOMHO-PELIECUBHUI
X-34EIJICHUN PELECUBHUI
X-34EIJICHUN PELECUBHUI
AyTOCOMHO-OMIHAHTHUM
X-34EIJICHUN PELECUBHUI
AyYTOCOMHO-PELIECUBHUI
AyTOCOMHO-PEIIECUBHUI
AyTOCOMHO-IO0MIHAHTHHUM
X-34eTUIeHU PENECUBHUI
AyTOCOMHO-PEIIECUBHUI
AyTOCOMHO-IOMIHAHTHUM

AyTOCOMHO-IOMIHAHTHUM, X-34EIJICHUN pelieCUBHUI
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3. 3uemuieHe ycnaakyBaHHsi reHiB. /lo3u reniB. EdekT mnosioxkeHHsi reHis.
XpoMocoMHe BU3HAYEHHS CTaTi JoauHn. O3HaKM 34ellieHi 3i cTaTTIo.

JloBenieHO, 110 KUIBKICTh CIAJKOBUX O3HAK OpPraHi3My 3HAYHO MEPEBUILYE YHUCIIO
XpOMOCOM raruioinHoro Habopy. Lle o3Hauae, 1m0 B KOXKHIN XpOMOCOMI po3MillieHO Oarato
reHiB. ToX pa3oM 13 03HaKaMH, SIK1 YCIQJIKOBYIOThCS HE3aJIeKHO, TTIOBUHHI 1ICHYBaTH 1 Taki,
M0 YCHaJKOBYIOThCS 3YEIUIEHO OJIHa 3 OJHOI0, OO0 BOHM BHU3HAUYAIOTHCA T'EHAMH,
pO3TalllOBaHUMHU B OJIHIM XpoMocomi. Taki T€HU YTBOPIOIOTh TPYMy 3UYEIJICHHSI.
KinpkicTp IpyIl 34eIICHHS B OpraHi3MiB MEBHOTO BUY JIOPIBHIOE KIJIBKOCTI XPOMOCOM Y
ramioiqHoMy Habopi (Hanpukian, y npozodimm 1n=4, y moauau 1n=23).

ExcnepumeHTanbHl  TOCHIKEHHS — SIBUIIA 3YEIUIEHOTO  YCHAJKyBaHHsS IPOBIB
BU/IATHUH aMepUKaHCHKUM TeHeTHMK T. Mopran 3i cBOIMHM CHiBpoOiTHMKaMu. IXHi
pe3yibTaTH OOIPYHTYBAJIU 3alIPONIOHOBAHY HUMU XPOMOCOMHY TEOPIiIO CIaJIKOBOCTI.

T. Mopran npumycTuB, 110 T€HH, SIKI BU3HAYAIOTh NIEBHI O3HAKHU, PO3TAlIOBaHI B
OJIHIM XpoMoOcOMi, ajie B Mpolieci MeWo3y IMiJ Yac YTBOPEHHsS raMeT TOMOJIOT14YHi
XPOMOCOMHU MOXKYTh OOMIHIOBATHCS AUISTHKAMH, TOOTO Ma€ MICIE SIBUIIE MEPEXPECT
XpoMocoM, abo kpocuHrosep. OTxke, kpocuneogep (BiJ aHTJ. — Mepexpect) — oOMiH
JUISTHKAMUA TOMOJIOTIYHUX XPOMOCOM Y MPOILIECT KIIITUHHOTO MOJIUTY, EPEBAXKHO B mpodasi
MEPIIOTr0 MEWO3HOTO MOy, IHOA1 B MITO3L.

Hocninamu T. Moprana, K. bpimkeca 1 A. CrepBanta Oyno mokaszaHo, 110 HEMae
aOCOJIIOTHO MTOBHOT'O 3YEIJIEHHS I'EHIB, 3@ SIKOTO M'€HU MepeAaBajuch OU 3aBXKIHU Pa3oM.
VIMOBipHICTB TOTO, IO [Ba I€HH, JOKATi30BaHI B OJHIH XpOMOCOMI, He PO3IHIyTHCS B
mpolect Meio3y, KonuBaeTbcsi B Mexax 1-0,5. YV mpuponi mnepeBaxae HENOBHE
3UYEIICHHS, 3yMOBJICHE MEPEXPECTOM FOMOJIOTTUHUX XPOMOCOM 1 PEKOMOTHAIIIEIO TEHIB.

Xpomocomua meopisi cnadko8oCmi:

1. Hocisimu cniaikoBoi iH(popMallli B KJIITHHI € XpOMOCOMH.

2. OuHUI CHAJAKOBOCTI — I'eH. [ eHH po3MIIyIOThCS Y XpOMOCOMAXx MO JOBXKHUHI B
JTHIAHOMY TOPSAKY; Pi3HI XpOMOCOMH MICTATh HEOJHAKOBE YMCIO TEHIB; Hallp TeHIB
KOXHO1 3 HETOMOJIOTITYHUX XpOMOCOM — yHiKaJibHHMi. KokHMI1 reH 3aiimae neBHe Mmicue

(710KyC).
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3. Koxxna xpoMocoma Mae mapy — roMojIoriuny (mo1ioHy) XpoMocomMy. Y TOMOJIOTIYHUAX
XPOMOCOMAX PO3TAIIOBaH1 aJie)IbHI TeHH, K1 3alMalOTh 1ICHTHYHI JIOKYCH.

4. T'eHu, po3TalioBaHi B OJHIN XpOMOCOMI, YTBOPIOIOTH TPYIy 3YEIUICHHS, 3aBISIKU
4OMy Ma€ MICIle 34YCIUICHHS JeSIKMX O3HaK, fKI pa3oM (3UCIUICHO) TMepeaaroThes
HamaakaMm. KilbKicTh TpyH 3UETUICHHS JOPIBHIOE TallIOiTHOMY HAaOOpy XPOMOCOM.

5. 34ernyieHHs reH1B HeaObCOIIOTHE.

6. M reHaMHd TOMOJIOTTYHUX OaTHKIBCHKHX 1 MAaTEPUHCHKUX TPYI 3UCTUICHHS MOXKYTh
BIIOYBATHCS, 3aBISIKH KPOCHHTOBEPY, PEIUIIPOKINi, pekomoOiHalii. [{poMy Biamorimae
YTBOPEHHS Xia3M MiJl Yac KOH Ioramii TOMOJIOTIYHHX XpPOMOCOM y MEWO031 (TeHEeTHYHUN
KPOCHHI'OBED).

7.Cuna 34erUIeHHST MK TeHaMH OOEpHEHO MpOMopIliiHA BiACTaHI MiX HUMU. Yum
OJkde po3TalloBaHI T€HUM B OAHIM XpOMOCOMI, TUM CHJIBHIIIE 1X 34YEIJICHHS,
THM MCHIIIC BUHHUKATHMME pEeKOMOIHAIlii MK HUMH, 1 HaBlakd. Biacrane MiXk TeHaMH
BUMIPIOETHCS Y BIACOTKAaX KpocuHToBepy. OIMH BIJICOTOK KPOCHHTOBEPY BIJAINOBIJIAE
OJIHI¥ MopraHifi (o1Ha Moprasijaa 1opiBHIO€ 1% KpOCUHTOBEPY).

8.KoxxHuii O10J0TIYHMI BUJI XapaKTEPHU3YEThCA I1HAUBIAYaTIbHUM CHEIUDIYHUM
Ha0OpPOM XPOMOCOM Y COMAaTHYHIM KIIITUHI — KAPIOTUIIOM.

T'enu aymocom, cmamesux xpomocom. Y JIUIIOITHUX COMAaTHUYHUX KIITHHAX
JIONVMHUA XPOMOCOMH KOXKHOT 3 22 map (HecTtaTeBl XpaMOCOMH — ayTOCOMH) TMOMI0HI Mixk
co0o1o0, a XpoMocomMu 23 mapu — pi3Hi (cTaTeBl XpoMOCOMH — rerepoxpomocomu). Oxna 3
reTepOXpOMOCOM — TAIMYKONOAIOHOT (opmu (Tak 3BaHa X-XpoOMOCOMa), IHIA —
raukonoAioHa (Y-xpomocoma). OTxe, KapiOTHUIl KIHKA MOXHA MO3HAUUTH SIK 44A4+XX, a
qosioBika — 444+XY (cumBoI "4 " MO3HAYAIOTH AYTOCOMH).

OCKUJIbKY i1 9aC MEM03y TOMOJIOTIYHI XPOMOCOMH PO3XOJSATHCS O PI3HUX TaMET,
TO Yy OJIHI€T CTaTi BUHUKAE JIMIIE OJUH TUI FaMeT (2oMozcamemua cmams), y 1HIIOI — JIBa,
SIK1 PI3HATHCSA OYI0BOIO CTATEBUX XPOMOCOM (2emepocamemua cmams).

[CHYIOTH YOTUPU OCHOBHUX THUITH PETYJIAIII CTaTi CTATEBUMU XPOMOCOMAaMU:

1. XY-mun, 3a SKOro »iHoda cTath Mae 1Bl XX CTaTeBI XPOMOCOMH 1 €

rOMOTE€METHOIO, a YO0JIOBIYa CTaTh MA€ YOJOBIUY CTaTEBY XPOMOCOMY Y,
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sKa BIAPI3HIETBCA BiJ X-XPOMOCOMH BEIHYMHOIO 1 (opmoro. Yomosiua
CTaTh TeTEPOraMEeTHA.

2. XO-mun — )1HOoYa CTaTh Ma€ JIB1 X-XpOMOCOMH, a YOJIOBIYA TIIIBKH OJIHY X-
XpoMocoMy. 3yCTpIYa€eThCS Cepel KOMax 1 CCaBIIiB.

3. ZW-mun — XiHO4Ya cTaTh Ma€ OJHY KiHOUY cTaTeBy Xxpomocomy W Ta
JIPYTy BIAMIHHY BiJ HEl 32 (DOPMOIO 1 BEJIMYMHOIO CTAaTEBY XpOMOCOMY Z.
Tyt xiHOo4a cTaThb € TeTepOraMeTHOIO, a YOoJOBi4a CTaTh Mae€ [Bi
OJIHAKOBHX CTaTeBUX XPOMOCOMHU Z 1 € TOMOJIOTIYHOIO.

4, ZO-mun — *KiHOYA CTaTh MA€E TUIBKU OJIHY Z-XpPOMOCOMY 1 T€TeporaMeTHa, a
Y0JIOBIYA Bl Z-XpOMOCOMH 1 TOMOTaMETHa.

KpiMm xpomMocoMHOTro0, € i 1HIIl MEXaH13MU BU3HAYEHHS CTaTl OpraHi3MiB (HaIIPUKIA/I,
y JAesKkux O0e3XpeOETHUX CTaTh BHU3HAYAETHCS JO MOMEHTY 3aIlliTHEHHS, Y JACSKHUX
MOpPCBHKMX 4YEpBIB Ha CTaTh MaHOYTHBROTO OpraHi3My MOXYTh BIUIMBaTH (HakTopu
30BHIIIHBOTO CEPEIOBHUIIA; Y JCSIKUX pUO 1 3€MHOBOJHUX TaKOX BIUIMBAIOTH YMOBU
JIOBKULJISE 200 HaBITh TOPMOHH).

Ho3u cenie. Egexm nonoxcenns eemig. EKcrpeciss TeHa 3aJeXUTb Bij
O0e3nocepeTHhOTO OTOYECHHS, B SKOMY BIH 3HaxoauTbed. lle Tak 3BaHuil edexT
MOJIOKEHHS TeHa. 3MiHAa aKTUBHOCTI I'€Ha HEPIJKO MOB’si3aHa 3 MEPEMIIICHHSIM HOro B
IHITY TPYMY 34ETJICHHS TIPU TPAHCIIOKAIISX a00 31 3MIHOIO HOTO MOJIOKEHHS Y XpOMOCOMI
npu 1HBepciax. OcoOnMBHI BHMAAOK CKJIAAAIOTh 3MIHM €KCIpecli T'e€HIB BHACIIIOK
JISUTBHOCTI MOOUIGHMX T€HETUYHUX €JICMEHTIB, SIKI aKTHBYIOTh a00 IMPUTHIUYIOTH IIPOSB
TUX TE€HIB, MOOIU3Y SKUX BOHU BOYIOBYIOTHCS.

CdopmoBanuii B polieci €BOMIOLIT T€HOM KOXHOTO BHY SIBJSIE COOOI0 CYKYIHICTh
TeHETUYHUX OJWHUIlb, $KI TPEJCTaBlIeHI B HBOMY Yy YITKO BHU3HAUYEHUX J03ax. B
pe3yabTaTi T'eHOTUIIM OCOOMH 1 TEHOTUIM I1X KIITUH 30aJaHCOBaHI 3a J103aMHU TEHIB
cucTteMHu. IHKOIM 30UIBIICHHS KIIBKOCTI TE€HIB NPH3BOJIWTH JO IIABHUINCHHS iX 103U
(mpuxiamoM Moke OyTH TOJIIMEpisi), aje Takuid e(deKT CIOCTepIracThes He 3aBkau. B

OpraHi3mi iCHYIOTh MEXaHi3MH, K1 MIATPUMYIOTh MEBHE J030BE CIIBBIIHOIICHHS T€HIB y
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redotuti. [lopymennas 1030B01 30aJaHCOBAHOCTI TEHOTHUITY OPraHi3My MPHU3BOJAHUTH O
PI3HUX BIAXUIIEHBb Y 1OTO PO3BUTKY.

4. B3aemojisi reHiB Ta iX MposiB NpM Pi3HUX THNAX ycnajakyBaHHs. B3aemoain
aJleJIbHUX I'eHiB.

Jlo ckiamy TEHOTHIY BXOJWTHb BEJIWKa KUIBKICTh T'€HIB, 5Kl (PYHKIIIOHYIOTH 1
B3a€EMOJIIIOTH SIK IIJIICHA cucTtema. I'. MeHaenp y ¢cBOiX J0cCiijaX BUSBUB TUIBKUA OJHY
dbopmy B3aeMOJIT MiXK aJIeTbBHUMHU T'€HAMHU — MTIOBHE JOMIHYBaHHS OJHOTO aJIeJis 1 TTIOBHY
peleCcUBHICTh 1HIIOTO. ['€HOTHUN Opra”i3aMy HE MOXHa PO3IMISAATH SIK MPOCTYy CyMy
HE3aJIeKHUX TeHIB, KOKEH 3 AKUX (DYHKIIOHY€E 1M03a 3B'SI3KOM 3 IHIIUMHU. DEHOTHIOBI
MPOSIBH Ti€T a00 1HIIOT O3HAKH € PE3YyIbTAaTOM B3a€EMO/II1 OaraTboX reHiB.

Po3pi3HstoTh 1B OCHOBHUX TPYIIM B3a€MOJIi TEHIB: B3a€EMOJiSl MIXK alleIbHUMU
reHaMu 1 B3a€EMOJISI MK HeaJdedbHMMHU TeHamu. [Ipore cning po3ymiTd, MO 1€ HE
¢bi3u4Ha B3a€EMOJIiI CaMHUX TEHIB, a B3a€EMOJIisl TIEPBUHHUX 1 BTOPUHHUX MPOIYKTIB, SIKI
3YMOBJISITh Ty UM 1HINY O3HAKYy. Y IIMTOIUIa3Mi BIOYBAETHCS B3a€MOISI MK OlJIKaMHu —
(epMeHTaMU, CHUHTE3 SIKUX BHU3HAYAETHCS T'€HaMH, a00 PEUYOBHHAMH, SIKI YTBOPIOIOTHCS
MiJl BILIMBOM IMX (pepMeHTIB. MOXUIMBI Takl TUMH B3aeMOJIi: 1) /uisi yTBOPEHHS MEBHOI
O3HAaKM HEOoOX1JHA B3a€MOJISI JABOX (EPMEHTIB, CHUHTE3 SKHUX BH3HAYAETHCS JBOMA
HeaJebHUMHU TeHamH; 2) (epMeHT, sSKUil CHHTE3yBaBCS 3a Y4YacTIO OJHOTO TE€Ha,
MOBHICTIO MPUTHIYY€E a00 1HAKTUBYE Mit0 (EepMEHTYy, YTBOPEHOTO IHIIUM HEaJeIbHUM
reHoM; 3) nBa (hepMEHTH, YTBOPCHHS KX KOHTPOJIOETHCS JBOMA HEaJCIbHUMU T€HAMU,
BILUIMBAIOTh HA OJIHY O3HAKy a00 Ha OJUH MPOIIEC TakK, 110 iX CyMiCHA JIisi TPU3BOIAUTH 10
BUHUKHEHHS 1 IM1JICUJICHHSI TIPOSIBY O3HAKHU.

B3aemooia anenvnux. cenie. I'enu, siki 3aiiMaroTh 1IGHTUYHI (TOMOJIOT14H1) JIOKYCH
B TOMOJIOTTYHUX XPOMOCOMAaX, HA3UBAIOTHCA aleibHUMU. Y KOXKHOTO OPraHi3My € JIUIIIE
0 JIBa aJIeTbHUX TCHH.

Bimomi Taki dopmu B3aeMOJli MK aNeIbHHMII TE€HAMH: HO8HE OOMIHYBAHHA,
HenogHe 0OMIHYB8AHHI, KOOOMIHYBAHHS | HAOOOMIHYBAHHSI.

OcHoBHa QopMa B3aeMOJllii — no6He OOMiHy8aHHA, SKEe BIepuie omnucaHo I

Mennenem. CyTb HOro Mosira€ B TOMy, 0 B T€TEPO3UTOTHOTO OpraHi3My MpOsiB OTHOTO 3
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aneniB JIOMIHY€ Haj TMPOSBOM IHIIOrO. 3a TMOBHOTO JOMIHYBaHHS pO3ILICTUICHHS 3a
reHotunoMm 1:2:1 He cmiBmagae 3 po3miemieHHsIM 3a (penotunom — 3:1. V mennunii
MPAKTHII 3 JIBOX THCSY MOHOT€HHHMX CHaJKOBUX XBOPOO Maike y IMOJIOBUHH Ma€ MICIIE
JOMIHYBaHHS TIPOSIBY TATOJOTIYHUX TEHIB HaJ HOPMaJIbHUMHU. Y TeTEepO3UTOT
NATOJIOTIYHHIM ajiesib MPOSBIAETbCA Yy OLIBIIOCTI BHIMAJKIB O3HAKaMH 3aXBOPIOBAHHS
(moMiHaHTHUH (HEHOTHII).

Henoeéne oominyeanna — Taka (opma B3aemMonii, KOJM y TETEPO3UTOTHOTO
opraHismy (Aa) NOMIHAaHTHHM Te€H (A) HE TMOBHICTIO NPUTHIYYE PEIECUBHHUHI TeH (a),
BHACJIIOK YOTO MPOSABIISETHCSA MPOMIKHA MK OaThbKIBCBKMMHU O3HaKa. TyT pO3IIETICHHS
3a TEHOTHUIIOM 1 ()EHOTHUIIOM CITiBIIaa€ Ta ckiagae 1:2:1.

[Ipu kOMOMIHYBaHHI B TE€TEPO3UTOTHUX OPTaHI3MIB KOXHHUM 3 alleIbHUX TEHIB
BHUKJIMKAaE (POPMyBaHHS 3aJICKHOTO BiJ HHOTO MPOIYKTY, TOOTO BUSBISIOTHCS MPOIYKTH
000x aneniB. KiacuuHUM MNpPHUKIAJOM TaKOro MPOSIBY € CHUCTEMa TPyl KpPOBi, 30Kpema
cucrema ABO, KomuM epUTPOLMTH JIOAMHU HECYyTh Ha TOBEPXHI AHTUTEHH, IO
KOHTPOJIOIOThCS 00oMa aneinsiMu. Taka (opMa MposiBy HOCUTh HA3BY KOOOMIHYGAHHAL.
Tak, ren J! Bu3HAuae YTBOPEHHSA B E€PUTPOLUTAX aHTHreHy A, Tomi sk rew J?
3yMOBIIIO€ YTBOPEHHs aHTUreny B. Jlronu reTeposurotHi 3a numu regamu J4 J8, mictaTs
B €PUTPOLIMTAX SIK aHTUTEH A, TaK 1 aHTUTEH B.

Haooominyeanna — TPOSBISIETHCS B TOMY pasl, KOJIM JOMIHAHTHUW ajeib Y
TeTEPO3UTOTHOMY CTaHi BUSIBISIETECS —~ CWIBHINIE, HDK y TOMO3UTOTHOMY (aa<Aa>AA).
['eTepo3uroty OUIBII aNaNTOBaHI 1 BII3HAYAIOTHCS BUCOKOIO TMPOMYKTHBHICTIO. Takuii BHT
B3aEMOJIli € OJJHUM 13 OCHOBHMX JDKEpEN IeTepO3UCy; BIH BUKOPHCTOBYETHCS B CEJEKIIIAHIN
po6oTi. Harpuknan, y apo3odinu npu reHotuni 44 — HopMajibHa TPUBAJICTh XKUTTS;, Aa —
MOIOBXKCHA TPUBAJIICTD KUTTS; aa — JETaJIbHUN HACIIIJIOK.

5. MHoOkMHHMI ajeqi3M. YcnaakyBaHHsSl rpyn KpoBi 3a cucremorww ABO Ta

pe3yc-paKkropom.

Muoscunnuil anesrizm. Y KOXKHOTO OpraHi3My € JIMIIE 1O JIBa aJleIbHUX TeHH.

Pazom 3 TUM 4acTto B MpUpPOJIl KUIBKICTh ajeiliB MOXe OyTH OUIbIIE TBOX, KOJU SKUHCH
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JIOKYC MOKe Tepe0yBaTH B PI3HUX CTaHaX. Y TaKUX BUMAIKaX TOBOPSTH MPO MHOXKUHHI
ayerni ab0 MHOKUHHUN ajeioMopdizm.

MHOXUHH1 aJiefli TO3HAYAIOThCA OJIHIEIO JITEPOIO 3 PI3SHUMH 1HIAEKCAMH, HAIPUKIIAI,
J4, J8 abo Aj, Ay, As.... ANEnbHI TeHH JTOKAI3YIOThCSA B OJJHAKOBUX JILISHKAX FOMOJIONTYHHX
xpoMocoM. OCKUTbKH B KapiOTHUIIl 3aBXKIU MPUCYTHI MO JIBI TOMOJIOTTYHUX XPOMOCOMH, TO
OpU MHOXUHHHMX aJieJiiX KOXHHM OpraHi3M MOK€ MaTH OJIHOYAcHO JIMIIEe MO JBa
OJTHAKOBUX abo0 pi3HUX anenl. Y CTaTeBy KIITUHY (pa3oM 13 PO3XOJKEHHIM
TOMOJIOTTYHUX XPOMOCOM ) TIOTIAAA€ TIIIBKH 10 OJTHOMY 13 HUX.

JIisi MHOXKWHHUX aJIelliB XapaKTEepHUH BIUIMB BCIX aJielliB HA OJHY 1 Ty X O3HaKy.
BiaMIHHICTE MK HUMU MOJIATAE JIMILIE Y CTYNEH1 PO3BUTKY O3HAKH. J[pyroro ocoOIMBICTIO
€ Te, [0 B COMAaTHYHUX KIITHHAX a00 B KIITHHAX AUIUIOIIHUX OPraHi3MIB MICTUTHCS
MaKCUMyM 1O JBa ajiedl 3 JEKUIbKOX, OCKIJIbKA BOHHM PO3TAIllOBaHI B OJHOMY 1 TOMY X
nokyci xpomocomu. Ille omHa 0COONMBICTH BJIAaCTMBA MHOXHHHUM allelisiM — 3a
XapaKTepoM JOMIHYBaHHs ayiejieMopdHI O3HAKH PO3MIIIYIOTECS B IMOCTIJOBHOMY PSIi:
YacTille HOpMajibHA, HE3MIHEHAa O3HAaKa JOMIHYE€ HaJ IHIIMMHU; JPYTUd Te€H pAxy
PELECUBHUI 11010 TIEPIIIOTO, MPOTE AOMIHYE HaJ HACTYITHUMH 1 T.J.

MHOXVUHHUHI aJielli3M Ma€ BaXKJIMBE OIOJOTIYHE 1 TMPAKTUYHE 3HAYEHHS, OCKLIbKU
MJCHITIOE KOMOIHATUBHY MIHJIMBICTB, OCOOJIMBO T€HOTHUITHY.

[IpuknamoM MHOXHHHHX aJieliB y JIIOAWHH € O3HaKa KOJbOpy Bosoccs. Ko
JOMIHAHTHUN aneyib A BU3HAYa€ TEMHHUU KOJIIp BOJIOCCS, TO PELIECUBHUN @ — CBITJIUHU.
Pynawuii komip BoJioccs € aneneM, sSikuii 0yie perieCMBHUM JI0 TEMHOTO 1 CBITJIOTO BOJIOCCS.

OmHUM 3 TIPUKJIAIIB MPOSIBY MHOKHHHHX aJICiB Y JIFOJUHU € TPYITH KPOBI CHCTEMU
ABO.

Ycnaokysanna cpynu kposi 3a cucmemorw ABO i pesyc-ghakmopom. 3a
cucremoro ABO 1CHYIOTh YOTHpPHU Pi3HUX (EHOTHIH, IO BIAPI3HSAIOTHCA OJHMH Bij
OJIHOTO CYKYITHICTIO aHTUTEHIB (arTIOTUHOTEHIB) A 1 B, 10 MICTATHCSA B €pUTPOLIUTAX

KpOBI, i aHTHUTIN (arJIFOTUHIHIB) o 1 B, K1 3HAXOSITHCS B CUPOBATIIl KPOBI.
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AHTuren A 1 antutuio L Hikonu HEe MOXYTh OyTH OJHOYACHO HASIBHUMH, TOMY
110 MiJ 4ac B3aeMOjll BiAOYBAa€ThCS CKICIOBAHHA 1 BUMAJaHHS B OCaJ €PUTPOIUTIB
(KpOB J0HOpA 1 pEIUITIEHTa HECYMICHA).

Cuctema tpynm kpoBi ABO ycmagkoBYeThCS 3a THUIIOM MHOXKHHHUX aJIeITiB
OJIHOTO T'eHa, JIOKYC SKOr0 MO3HAYaIoTh JiTeporo /. MHOXMHHMX anenis € tpu — I, [P,
AKi JOMiHYIOTh Haj TpeTiM ajneneM I° , a mixk coboro — I i I® xonominanTHi. Anens I/ B
EPUTPOIUTAX KPOBi JIFOJUHU KOHTPOJIIOE CHHTE3 AHTUTCHY (arJOTHHOTEHY) A, TOMY
ocobu 3 renotunoMm — /! | a Takox 3 reHotumom [4 [° MaTUMYTh OJHAKOBUU
¢enorun — apyry rpymy kposi — II (A). Anems [? B epuTpouuTax KpOBi JIIOAMHU
KOHTPOJIIOE CHHTE3 aHTUIeHy (arIlOTHHOreHy) B, Tomy ocobu 3 renorunom — 218 | a
Takok 3 reHotunioM [8I° MatuMyTh OfHAKOBUI ()EHOTHII — TPETIO Tpymy Kposi — III
(B).

Oco6u 3 renotunom — [4I% maTumyTh yeTBepTY Tpymny Kposi — IV (AB), ockinbku
anemi ' i I € xogominanTHuMH. KoXHa JIOAMHA MOKE YCIAJKOBYBATH OyIb-AKi 3
TPhOX MOXJIMBUX aJI€JNIIB, ajie HE OUIbIIE HiXk JIBa. Y CIIaJIKyBaHHS JIBOX aJeiB 13 TPhOX
MOXJIUBHX BiJOyBaeThCsl 3a 3akoHamu ['. Mewnpaens 1 He3alexkHO Bij crari. ['pynu
kposi [ (0), II (A), III (B) ycnaakoByroTbest 3a AJl-Tunom. YeTBepra rpymna KpoBi
YCIaJIKOBYETHCS 32 TUIIOM KOJIOMIHYBaHHSI.

Hanpuxnan, sikmo ogun 3 6atekiB € I (0), a apyruit — IV (AB), To Bci ixH1 aiTH
MatumyTh abo TpeTio — III (B), ado apyry — II (A) rpyny kpoBi. SAkiio 6aTbku MarOTh
rpynu kposi Il (AA) 1 III (BB), o Bci ixHi aitu matumyTh 1V (AB) rpyny kpoBi. Axkio
o6arbku MaoTh |l (AO) 1 11 (BO), To ixH1 1iTH MAaTUMYTh OYJIb-KYy IPYITy KPOBI.

I'enemuka epyn kposi ma pesyc-gpakmopa. Y 1990 p. JlanamreiiHep 3anpornoHyBaB
kinacudikamio rpyn 3a cucremoro kpoBi ABO, a depes 7 pokiB SHChKHIT 101aB 10 Mi€i
cuctemu uerBepty rpyny — IV (AB). I'pynu kpoBi cnajgkoBO JeTEpPMIHOBaHI 1 He
3MIHIOIOTBCSI TPOTATOM YChOTO KUTTS JIOAUHU. ['enu 4 1 B nominyroTh Haja renom 0, Tomy
roMo3uroTu AA 1 rerepo3urotu A0 (EeHOTUITHO OJHAKOBI. Y CIIaJIKOBYBaHHS TPYI KpOBi

B110yBa€ThCs 3riJIHO 13 3akoHamu ['. Menpens.
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Hanpuknan, Big xinku 3 rpynoto kposi IV (AB) aitu otpumyrots Il (A), a6o Il
(B). Hezanexxno Bim TOTO, KWW T'€H OTPUMAHO Bia OaThbKka, MiTh HEe MOXYyTh Matu | (0)
rpyny kpoBi. Y matepi 3 | (0) rpymoro kpoBi 1iTu He MaTUMyTh Tpynu 1V (AB), ockinbku
BiJ OaThka BoHU oTpumMaroTh abo Il (A), ado 111 (B).

Y 1940 p. JlagmmreiiHep 1 BiHep CTBOpWUIM CHCTEMY pe3yC-aHTUICHIB.
YcraHoBiieHo, 1m0 y 85% €BpOIEHINB peakilis epuTpoIuTiB pe3yc-nmo3utuBHa (Rh™), a B
15% — pesyc-neratuBHa (rh’). Ocobu 3 Rh*-dakropom KpoBi MOXYTh MaTH JBa
remotun Rh*rh’, Rh*Rh* (rerepo- i romosurorn). Pe3yc-HeraTuBHuii (akTop KpOBi
YCIaIKOBYETHCS PEIIECUBHO; IIi JIFOAH 3aBX I TOMO3UTOoTHI (rh™ rh’),

AHTHTUIA, cieU(ivyH] 10 pe3yC-aHTUTE€HY, HE YCIAAKOBYIOThCS, 1 B KPOBI1 JIIOJIUHU
ix Hemae. BOHU YTBOPIOIOTBCSI Yy pE3yC-HETaTUBHUX BariTHUX 3 Pe3yC-NIO3UTUBHUM
IJI0JI0M 200 BHACIIIJIOK MEPEIUBAHHS LIUM JKIHKaM Pe3yC-TIO3UTUBHOI KpOBI. SKI10 0aThKO
TeTePO3UTOTHHUM, TO UMOBIPHICTH pe3yc-KOHQUIIKTY ctanoButume 1/2 (50% miteit); sKio
BiH TOMO3UTOTHHM, TO B YCIX AiTel Oy pe3yc-KOH)IIKT 3 MaTip 1o.

KpiMm HecyMicHOCTI 3a pe3yc-(pakTopoM IHOJl CHOCTEpIra€ThCS HECYMICHICTH 3a
rpynoto ABO. V nesxux Bunagkax y aitei 3 |1 (A) gu 11 (B) rpymnoro kpoBi, HapoHKEHUX
Bl MmarepiB 3 rpymoto kposi I (0), moxxe cmocrepiratucs TeMOJITHYHA XBOpoOa
HOBOHAPOHKCHUX, KOJIM B KPOBI MaTepi BUPOOJSIOTHCS AHTUTIIA JO IIMX AHTHUIEHIB.
[Ilomo HECYMICHOCTI KPOB1 Matepi 1 TUI0Ja, TO CJIJ BIA3HAYMTH, IO SKIIIO B MaTepi rpymna
kposi Il (A) a6o IV (AB), To Bcl nu1t00u CyMicHi.

CrocTtepekeHHsl CBiYaTh, IO NPU HECYMICHUX MUI00aX CIOHTaHHI BUKHJIHI
CTalOThCS 3HAYHO dYacTilmle, HIX npu cymicHux. [Ipubmmzno 10% ycix BariTHOcTel
MOTEHLIMHO HEOE3IMeUH1 100 TeMOJITUYHOT XBOPOOH HOBOHAPOIKEHUX.

Jns toro mo6 y XKIHKKM Oyiia BHCOKA KOHIIGHTpAIllS aHTUTLI 0 KpOB1 ILIOJA,
noTpiOHa monepeaHs ceHcuOLTI3alid (Y BariTHOCTI, YU NepesuBaHHs KpoBi). CiiiJl TaKOXK
BpPaxOBYBAaTH I1HAMBIAYyalbHI BJIACTUBOCTI IUIAIEHTApHOTO Oap’epy, IO BIUIMBAIOTH HA
MpoIleC TMOTPAIUISIHHS aHTUTEHIB BiJl AUTHUHU JO MaTepl Ta aHTUTLI — BiA MaTepi 10

JUTHHH.
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HakomuueHi cTaTUCTUYHI J1aHI CBiYaTh, IO JESIKI XBOPOOH YACTIIE TPATUISIOTHCS
B JIIOZICH 3 TEBHOIO Tpymoro KpoBi. Tak, y miomeir 3 I (0) rpymoro KpoBi dacriiie
TpaIuIIEThCSl BUPa3Ka JBAHAISATUIIANO] KUIIKK, @ XBOPUX HA paK 1 3JI0SKICHY aHEMIIO Ha
20% Oinbire cepen oneH, o MaTh |l (A) rpymy kpoBi. Y miteit 3 rpymnoro kposi Il (A)
yacTinie OyBae OpoHXOMHEBMOHis. Y3arampHeHi gani Axrmii, CIIA, Irami, ®panmii 1
Himeyunnu cBiguaTh, 1110 ait 3 rpymnoro kpori I (B) piamie XBopitoTh Ha MOJTIOMIETIT.

3acTocyBaHHsS TeHOTHITB 3a cuctemoro kpoBi ABO i Rh-¢pakropom monmomarae B
CyJIOBO-MEIHMYHIN €KCIEepTU31l BHUPIIMIMTH MHUTAaHHA OaTbKIBCTBA 4YH MAaTEPUHCTRA.
KpuTtepieMm € Toil pakT, 10 AUTHHA yCMaaKOBYe TeHH OaThKka. YacTimie BUKOPUCTOBYIOTh
TE€HOTHITH 32 cucTeMOI0 KpoBl ABO. BaTbKIBCTBO BUKIIIOUAETHCS, SKILO B IM1J03PIOBAHOIO
0aThKa 4M Matepl BIJACYTHIN T'€H, 0 € B IUTUHU. [Ipyu MOpiBHSAHHI ABOX YOJOBIKIB 1010
0aTbKIBCTBAa HEOOXIAHOI YMOBOIO Mae OyTH pI3HMI iXHIX TreHotumiB. Hampuknazn, y
Marepi 1 B nepiioro 3 4oJjoBikiB reHotur 00, a B npyroro 4osoBika — AB, y nutunu |11
(4). Y Takomy pa3i 6aTbKOM MOKe OyTH JnIe 4oJioBiK 3 AB, OCKiNbKM CBiif reH A BiH
nepenaB nutuHi. Skmo >k y matepi reHotun AQ (AA), ToO B UbOMY pasi BUSBUTHU
0aTBKIBCTBO HEMOXJIMBO, OCKUIBKA OOHWJBa YOJIOBIKM MOrju O OyTh OaTbKamu IIi€l
autuHU. CyZ0BO-MeIMYHA €KCIepTHU3a Ja€ BIPOTIIHY BIANOBIJb JIUIIE PO BUKIIOUEHHS
0aThKiBCTBa 200 MPO MOXKIIMBICTH X OCI0 OyTH OaThbKaMH JTUTHHHU.

['pyna KpoBl T€HETUYHO 3yMOBJIEHA 1 HE 3MIHIOETHCA MPOTITOM >KHUTTS, TOMY
BU3HAYEHHS TPYNH KPOBI 3aCTOCOBYIOTH y CYJOBO-MEAMYHIM MPAKTULl MPU BU3HAYEHHI
0aThKIBCTBA, BCTAHOBJICHHI MOHO3HMTOTIIHUX OJIM3HIOKIB Yy IOJOTOBOMY OYAMHKY, SIKIIO
nepertytano aiteil. Ilpu npomy moTpiOHO mam’sTaTH, 110 3a TPYNOK KPOBI HE MOXKHA
BCTAaHOBHTH, IO caMme I YOJIOBIK € 0aTbKOM TUTHHU. MOKHA JTUIIE TMPUITYCTUTH HOTO
0aThKIBCTBO YW BUKJIFOUHTH.

[HmIor0 cucteMoro Tpyn KpoBi, sIKy OyJo 3ampornoHoBaHo B 1927 poui € cucrema
MN. V it aBa anemni /M ta IN € KOTOMIHAHTHUMH.

Venaokosysannus pesyc-pakmopa. Pesyc-dakrop (Rh-dakxtop) — 1e 610K, 10
BIIEpIIIC BUAICHO 3 €PUTPOILIUTIB MaBMHU Makaka-pesyca y 1940 p. Maibke y 85% mnronei

3eMHOI KyJIi MICTUTBCS B €PUTPOILIUTAX KPOBI 1€l aHTUTeH. BOHW BBakaroTbCS pe3yc-
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no3utuBHuMH (Rh"). Bmmseko 15% miomeir — pesyc-aeraruBHi (rh’), TomMy mo B
epUTpPOLIMTAaX iXHBOI KpPOBI HeMae Oinka pesyc-¢pakropa. BincytHicTte Oinka pesyc-
(dakTOpa € pelecHuBHOIO O03HAKOW. Pesyc-¢akTop 3yMOBJIEHUN TpbOMa TOMIHAHTHUMU
TicHO 3uerieHuMu reHamu — C, B, E, ki po3MINIyIOThCS B OHINA XpoMocoMi. OCKITbKH
BOHU TICHO 34Y€IUICHI, TO IXHE yCIaKyBaHHs MMO10HE 0 MOHOTEHHOTO.

Pesyc-akTop 00OB’A3KOBO BHM3HAYalOTh Yy pa3l NEpelrBaHHSI KpoBl 1
TpaHCIUIAHTAIlll OpraHiB, TOMYy IIO JO HBOTO B OpraHi3Mi pe3yC-HEraTWBHOI JIOJAMHU
BUPOOJISIOTHCS aHTUTLIIA, SIK1 MPU3BOASTH J10 3HAYHUX YCKIIaJHEHb, HABITh /IO CMEPTI.

Pesyc-(hakTop moTpiOHO BpaxOBYBAaTH y BAariTHUX, TOMY IO BiH MOXE CIIPUINHUTH
pe3yc-KOHGIIKT MiX MaTip’l0 Ta IUIOJOM 1 MOPU3BECTH JO TEMOJITHYHOI XBOPOOHU
HOBOHAPOHKEHUX, CAMOBLIILHUX BUKH/IHIB, MEPTBOHAPOIKEHHS.

k110 XKiHKa pe3yc-HeraTuBHa, a ii YOJOBIK € PE3yC-O3UTUBHOIO TOMO3ZUTOTOIO, TO
BCl iXH1 JiTU OYIyTh PE3yC-TIO3UTUBHI, IO COPUYUHUTH PEe3yC-KOHGIIKT. SKIo 6aTbko
pe3yc-TIO3UTUBHUMN, alie T€TePO3UTOTHUN, TO UMOBIPHICTh HAPOJIKEHHS PE3yC-MIO3UTHUBHOI
JIUTAHU CTaHOBUTH 50%.

[le moB’s13aHO 3 TUM, 1O pe3yc-(pakTop y IUIOJAa € AHTUTEHOM, JI0 SIKOTO B KPOBI
Marepl yTBOPIOIOTHCA aHTUTLIA, IO BCTYIMAIOTh Y PEAKIIII0 arIOTHHALIT (CKJICIOBaHH:) 3
pesyc-baktopom 1mioaa. lle mpu3BoauTh a0 pyHHYBaHHS epuUTpouuTiB mioga. Kpos
Marepi 1 IJI0/1a He 3MIMIYEThCS, TOMY IEpIia BariTHICTb 3aBEPIIYETHCS HOPMaIbHO. Alle
i 4Yac HApODKEHHS TIEPIIOl JUTHUHU, KOJW TUIAIleHTa BiIIIAPOBYETHCS, CPHUTPOIUTH
JUTUHU TOTPAIUISIOTH JO OpraHi3My Marepi, Je Ha pe3yC-aHTUTeH 1 YTBOPIOIOTHCS
anTuTina. I1ig yac HACTYNMHOI BariTHOCTI 1Ll aHTUTLIA KPi3b Oap’ep MIaleHTH MPOHUKAIOTh
y KpPOB IJIOJAa 1 CKJICIOIOTh EPUTPOIUTH TUIOA Ta CHPUYUHSIOTH iX J3UC, 0 MPU3BOIUTH
710 TEMOJTITHYHOT XBOPOOH HOBOHAPOIKEHUX.

3 KOXHUMHU HACTYITHUMHU MOJOraMu TUTP (KOHLIEHTpAllis) aHTUTUT Y KPOB1 MaTepi
30UTBITY€ETHCS, IO TMPU3BOAUTH JO TSKY0i (OPMH TEMOJITHYHOI XBOPOOUM 1 MOXKeE
CIPUYUHUTUA CaMOBUIbHI BUKUHI Ta MEPTBOHAPOKEHHSA. TOMY pe3yc-HeraTUBHIN KIHIII
Iy’Ke BaXKJIMBO 30€perTd mepiry BariTHICTb, HE POOUTH abopTy. 3 MNEepIIMX THXXHIB

BariTHOCTI TpeOa 3BepHYTHCS A0 KIHOYOI KOHCYIBTAIIT 1 YITKO BUKOHYBAaTH PEKOMEH AL

44



aKyliepa-riHeKoJora. Y)e TMeplla BariTHICTh MOXE 3aKIHYUTHCS HapOKEHHIM
HEXUTTE3NATHOI TUTHUHU, SKIIO pPE3yC-HETATUBHIM KIHII 70 HUTFO0Y Oyno 3po0ieHo
NepesuBaHHs pe3yc-MO3UTUBHOI KPOBI.

6. B3aemonisn HeasenbHuX reHiB. Kommiemenrapuicts. Emictas. Ilosirenne
YCHAAKYBAaHHS KUIbKICHUX 03HAK (MJIEHOTPOIisl, EKCIIPECUBHICTH TA MEHETPAHTHICTH
reHiB).

Heanenwni 2enu — Taki, 110 po3TaIllIOBaHI B PI3HUX Mapax XpoMocoM abo B pi3HUX
JIOKyCax OJIHI€l mapy TOMOJIOTIYHHMX XpoMocoM. bararo BumajakiB, KOJM O3HaKa abo
BJIACTUBOCTI JCTEPMIHYIOTBCS JBOMA a00 OUIbIe HEATCTHPHUMHU T€HaMH, SIKI B3a€EMOIIIOTH
MK co00r0. Xoua 1 TyT B3aEMOJIisl YMOBHA, 00 B3aEMOJIIOTh HE I'€HH, & KOHTPOJILOBaHI HUMU
npoayktd. [Ipy 1bOMy Mae Miclie BIIXWIECHHS Bl  MEHAETIBCHKUX 3aKOHOMIPHOCTEH
PO3IICTUICHHS.

Po3pi3HAIOTE YOTHPU OCHOBHMX THUIHM  B3a€EMOJII  HEaJeIbHUX  TEHIB:
KOMIUIEMEHTapHICTh, €MicTa3, nomimepiss 1 moaudikytoua gig  (TwieroTrporris,
€KCIPECUBHICTh Ta IEHETPAHTHICTh T€HIB).

Komnnemenmapnicme (B J1aT. JONOBHEHHS) — TaKU TUI B3a€MOJIIT HEAICTbHUX
TeHIB, KOJIM OJWH JIOMIHAHTHHH T'€H JONOBHIOE [0 IHIIIOTO HEaJSJIBbHOTO JOMIHAHTHOTO

reHa, 1 BOHM pPa30oM BH3HAUYAIOTh HOBY O3HAKy, sKa BIACYTHA y OatbkiB. [Ipudomy
BIJIMOBI/IHA O3HAaKa PO3BUBAETHCS TUIBKA B TPUCYTHOCTI 000X HEAIETbHUX TEHIB.
Hanpukian, cipe 3a0apBiieHHs MIEPCTI y MUIIEH KOHTPOJIOEThCSL JTBOMA reHamu (A i B).
['en A nmerepMiHye CHUHTE3 MIrMEHTY, MPOTE SIK TOMO3UTOTU (AA), Tak 1 TeTepO3UroTH
(Aa) — anbOiHOCH. [HIIMIT reH B 3a0e3neuye CKYIMYeHHs MIIMEHTY NepeBakHO O11s1 OCHOBH 1
Ha KIiHYMKax Bojioccs. CxpelryBaHHsS Jurerepo3urotr (AaBe x AABe) mpu3BOAUTH [0
po3IIerUieHHsT Ti0puiB y cmiBBigHOMmEeHH] 9:3:4 (9 aryti”:3 dYopHa miepcth:4 Oina
mepcTb). YnUcnoBi CHIBBIAHOLIEHHS MPU KOMIUIEMEHTApHIN B3a€MOJIli MOXYTh OyTH SIK
9:7; 9:6:1 (Bum03MiHa MEHJICTIBCHOT'O PO3IICIUICHHS).

Enicmas3 (Bif Tpell. — 3ynHuHKa, TIEPEIKo/Ia) — 1€ TaKa B3aEMO/Iisl HeaJleIbHUX T'eHiB, 3a

SIKO1 OJIUH T€H MPUTHIYYE 10 1HIIOrO HeaslelbHOro reHa. [IpurHideHHs MOKYTh BUKIMKATH

SK JIOMIHAHTHI, TaK 1 perecuBHi reau (A>B, a>B, B >a, 6>A4), 1 3aleXHO BiJ IOTO
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PO3PI3HAIOTH €micTa3 JAOMIHAHTHUHN 1 periecuBHUN. [IpurHidyrounii reH OTpUMaB Ha3BY
ineibimopa, abo cynpecopa. I'eHH-1HTIOITOPH B OCHOBHOMY HE JETEPMIHYIOTh PO3BHUTOK
MICBHOI O3HAKH, a JIMIIE TIPUTHIYYIOTh JIi0 1HIIOro TeHa. ['eH, eeKT IKOro MpUrHigy€eThCs,
OTpUMAaB Ha3BY TMOCTATUIHOTO.

I'inocmas — 1ie B3aeMOJis HeaJIeJbHHUX I'€HIB, 3a IKOI JOMIHAHTHUM I'eH OJHIET
Hapyu NPUTHIYYETHCS €MICTATUYHUM T€HOM 3 1HILOI alleJIbHOI MapH.

[Tpu enictatuyHili B3aeMO/I11 Te€HIB po3lIeIJIeHHs 3a (eHoTunoM B F; ckimamae 13:3;
12:3:1 a6o 9:3:4 ta iH. BBaxkaroTh, 110 AEsAKl CIIaJIKOBI XBOPOOW JIIOACH CIIBIAAAOTh 3
rpynamMu kpoBi, ramioturaMd HLA Ta iH., KoM Mae Miclie emicTaTHYHa B3a€MOJISL.
3abapBiieHHS IJIOAIB rapOy3iB, MaCTh KOHEH TEX BU3HAUAIOTHCS IIUM THUIIOM B3a€EMOJII.

[IpuknamoM HOMIHAHTHOTO €micTa3y € 3a0apBieHHs Mmip’a B Kypeu. Skiio reH-
CyIpecop pELECHUBHUM, TO BHUHHUKAE KpuUnToMmepis (BiA Tpeu. — NpUXOBaHUM). Y
JIONUHU TaKUM TPUKIATOM Moxke OyTu "OombOelchkuii deHOMEH". Y 1IbOMY BHUIMAIKY
PIAKICHUN pelleCUBHUN ajieNib X' y TOMO3UTOTHOMY CTaHl (XX) TMPUTHIYY€E aKTHUBHICTb
rena J? (sxuii Busnagae B (III) rpyny kposi cucremu ABO). ToMy KiHKa 3 F€HOTHIIOM
JBxx, penorunoso mae I rpymy kposi — O (I).

BiblIicTh KUIBKICHUX O3HAK OPraHi3MiB BII3HAYAETHCS JEKIJIBKOMA HealeJIbHUMH
reHamu (momireHamu). Bzaemopis Takux TeHIB y Tipoiieci (QOpMyBaHHS O3HAKU
Ha3UBAETHCS noimepico. YnuMm Oinbie TOMIHAHTHUX HEAICIbHUX T€HIB Yy TE€HOTHIII,
TAM SICKpaBillle BHSBISAETHCS I O3HAKa. laki T€HW HA3UBAIOTHCS NOAIMEPHUMU.
O3Haku, sKi BHU3HAYAIOTHCA TMOJIMEPHUMH TE€HAMH, HA3UBAIOTh NOJiceHHUM
(KinbKicHUMU) — 3PICT JIIOJWHU, KOJIP HIKIpU, CEKpeIlisl MOJIOKa B *KIHOK, Maca Tija,
MOKa3HUKHU apTepiaIbHOTO TUCKY.

[TomiMepHi TeHW MPUUHATO MO3HAYATH OJIHIEIO JIITEPOIO JATHHCHKOTO andaBiTy 3
uudpoBUM 1HACKCOM, HaNpukian: 4141, i aiai 1 T. 1. Bnepiie onHo3HauHi ¢akTopu Oyiau
BUSIBJICH] MIBeAChKUM TeHeTukoM Himbcom-Ene (1908) mpu BUBYEHHI yCHaaKyBaHHS
KOJIbOpY y TIIeHuIll. bymo BcTaHOBIEHO, 110 1151 0O3HAKA 3aJICKUTh BiJl JIBOX MOJIMEPHUX
IeHIB, TOMY TMpU CXpELlyBaHHI JOMIHAHTHUX 1 PELUECUBHUX JUTOMO3UTOT —

3a0apBieHol (A1414242) 3 O€3KOMIPHOW (aiaiaza;) — y Fi Bcl pocinuHU [ar0Th
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3a0apBiIeHEe HACIHHS, XO4Ya BOHU IOMITHO CBITJIII, HDK OAThKIBChKI €K3EMIUISIPHU, SKi
MalOTh 4YepBOHE HaciHHA. Y F, mpu cxpemnryBaHHI OCOOMH MEPIIOTO MOKOJIHHSA
BUSIBISIETHCS PO3IICIUICHHS 3a (DEHOTUIIOM Y CITiBBiHOMICHH] 15:1, 60 OGe3KkoIipHUMH €
JWINEe PENECUBHI  TUTOMO3HMTOTH (ai1a1d2az). Y  MITMEHTOBAHUX  EK3EMILLIPIB
IHTEHCHUBHICTh KOJIbOPY MOY)K€ KOJIMBAETbCA 3aJICKHO BiJI KUIBKOCTI OTPUMAHUX HUMH
JOMIHAHTHHX aJiejliB. MaKCHMajbHa B JOMIHAHTHHX JUIOMO3UTOT (A14A14242) 1
MiHIMaJbHa B HOCIiB OJHOIO 3 JOMIHAHTHHX alIeIUIIB (A1a1a2az i ara1dzas).

[TonireHH1 03HaKyU 3HAYHOIO MIpOIO 3ajIeXkKaTh BiJl YMOB cepeoBuIIa (IIK1ATUBUX
3BUYOK, CIOCOOY JKUTTS, XapuyBaHHS TOINO). XBOPOOH, CHIPUUYMHEHI MOJITCHHUMH
O3HAKaMU, HA3UBAIOTHCS MYJIbTH(AKTOPIAIBHUMH (31 CIIaJKOBOIO CXUIIbHICTIO). Came
MyJIbTU(AKTOPIaIbHI 3aXBOPIOBAHHS HAWOLIBII MOMKUPEH] cepei CIIaJIKOBUX XBOPOO.

[Ipo momireHHe ycmaaKyBaHHS O3HAKA CBIAYUTh YacTOTa 1i BUSIBICHHSI B
Onu3bkuX poaudiB 1 B momyiamii. Yacrora ii ekcrpecii HOPIBHIOE KBaJAPaTHOMY
KOPEHI0 iX YacTOTH B MOMyJsmii. PU3MK TMOJIr€HHO 3YMOBJIEHUX CHAJKOBUX
3aXBOPIOBAHb OOUYMCIIOIOTH IMOPIBHSHHAM BIJICOTKA 3aXBOPIOBAHb y MOMYJALIT 10
B1JICOTKA 3aXBOPIOBaHb Yy BIJAMOBIAHIN CiM’i: momyJsiiiiHa 4acToTa/CiMeiiHa yacToTa
x 100.

YacToTa HapOKEHHSI XBOPUX JITEH 3aJIeKHUTh BiJ TOTO, XTO 3 0AaThKIB (MaTH 4u
0aThKO) XBOPHM Ha MOJIIT€HHE CITaAKOBE 3aXBOPIOBAHHS, a TAKOX BIJl TOTO, 5IKa CTaTh
Oyne B nutuHU. llomireHHO 3yMOBIIEHI Taki 3aXBOPIOBaHHsS, fIK 3as4ya ry0a, BoBua
nama Tomo. [lomireHHo ycmaakoBYIOThCS U neski  (Pi3i0goTiuHi  0COOIMBOCTI
OpraHi3My: 3piCT, JOBTOJITTS, PO3YMOBI 3A10HOCTI, CTIHKICTh YU CXWJIBHICTH [0
JEeSIKUX 3aXBOPIOBAHb.

BaxxnuBa 0co0auBICTh TOMIMEpIT — cyMailisi (aJaTUBHICTH) i1 HealeTbHUX ITeHIB Ha
PO3BUTOK KITBKICHUX O3HAK.

bionoriyne 3HaueHHs MoJiMepil Mojsrae e i B TOMy, 10 O3HAKH, SIKI KOZAYIOTHCS
[IUMHU T€HaMH, OB CTaO1IbHI, HIXK Ti, M0 KOAYIOTHCS oqHUM TeHoM. OpraHizm 6e3

NoJIMEpHUX TeHIB OyB OM JyKe HEeCTIMKUM: OyIb-sika MyTalis abo pekomOiHalis
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npu3BoAWIia O 0 pi3KOT MIHJIWMBOCTI, a 1Ie B OUTBIIIOCTI BUMAAKIB Ma€ HECTIPHUSITIIUBHMA
XapaxkTep.

Ineitomponia. 11neiioTporHa Jist TeHIB — 1€ 3aJICKHICTh KIJTBKOX O3HAK BiJ] OJHOTO
reHa, ToOTO MHOXXHMHHA i OJHOTO TeHa. Y napo30odiam TeH O1710ro KOmbopy odei
BOJIHOpPA3 BIUIMBAE HA KOJIP TL1a, JOBXKUHY KpHJI, OYJIOBY CTaT€BOrO amapary, 3HUKYE
IJI0/II0YICTh, 3MEHIITY€E TPUBATICTh KUTTH.

VY mroguHM Bigoma crmaakoBa XBopoOa — apaxHOAakTwWiIisl (TrmaBydi mamibil” — ayxe
TOHKI 1 JOBI1 manbii), abo xBopoba Mapdana (XapakTepu3yeThCs: IT1IBUBUXOM
KpHUIITAINKA OKa, BaJlaMU CepIisl, BUJOBKEHHIM KiCTOK MaJIbIiB PYK 1 HIT).

Pi3Ha ekcrpecuBHICTP T'eHa MOK€ OyTH 1 3a IHIOMX XBOpPOO, HIO CIPUYHHEHI
JIOMIHAHTHUMH T€HaMHU — BIJ] CJIa00 BUPAXCHHUX JI0 HAUTSDKUMX. Y pasl TyKe HU3BKOI
EKCIIPECUBHOCTI TE€HAa CTBOPIOETHCS BPAKEHHS, M0 JIFOJAWHA 3J0poBa. SIKIIo
EKCIIPECUBHICTh BUCOKA, TO PO3BUBAIOTHCS TSKKI (POPMU 3aXBOPIOBAHHS.

VY pa3i cepnonogiOHO-KIITUHHOI aHEeMii ayTOCOMHO-PEIIECUBHUII T€H KOHTPOJIIOE
PO3BUTOK E€PUTPOLUTIB Yy (opmi ceprna aHeMli, CIPUYUHIOE 30UIBIICHHS CENE31HKU,
ypaKEHHsI Ceplisi, HUPOK, MO3KY, IIKipu. SIBUIlE MIEHOTpONii BU3HAYAE CKIIATHICThH
B3a€MO/I1i T€HIB, sIKa cpuse ((OPMYBAHHIO YHIKAIBHOTO T€HOTHUITY KOKHOTO OpraHi3My.

O3HakamMu 3aJIEKHOCTI (PYHKIIIOHYBaHHS CIIaJKOBUX 3aJaTKIB BiJl XapaKTEPUCTUK
TEHOTHITY € TIEHEHTPAHTHICTh Ta €KCIIPECUBHICTb.

Ilenempanmmnicme (BiJl naT. — NIPOHUKHEHHS, JOCSATHEHHS) cujia (PEHOTHUIIOBOTO
IPOSIBY, YacTOTa MPOSBY I'€HAa, SBUINE IMOSBH a00 BIACYTHOCTI O3HAKH Yy OPTraHi3MIB,
OJIHAKOBUX 3a TE€HOTUNOM. lIeHeTpaHTHICTh BUMIPIOETHCSA BIJICOTKOM OpraHi3MIB 3
TE€HOTUITHOIO O3HAKOIO BIJ 3arajibHOI KUIBKOCTI OOCTEXKEHMX HOCIIB BIIMOBIAHOTO ajIelis.
IleneTpaHTHICTh 3aJICKUTHh BiJ T'eHIB, Bl CEpEIOBHINA, BiJi TOro i iHIIOro. Takum
YUHOM, 116 HE KOHCTAaHTHA BJIACTUBICTh T'eHa, a (YHKI[S TEHIB y MEBHUX YyMOBax
CEpEeIOBHIIIA.

Excnpecusnicms (Bif nat. — BUpa3) — 1€ 3MiHA KUIBKICHOTO TIPOSIBY O3HAKU Y
pI3HUX OCOOMH — HOCIiB BiAMOBiAHOrO anens. I[lpu JAOMIHAHTHUX  CHAJAKOBUX

3aXBOPIOBAHHAX EKCIPECHBHICTh MOXKE KoNMUBaTHCA. B omHiN 1 Til camiil poarHI MOXYTh
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MPOSIBIISITUCS CTIAJKOBI XBOPOOH 3a MepediroM Bifl JIETKUX, Jie/lb MOMITHUX J0 TSHKKHX: Pi3HI
dbopmu rinepToHii, MU30PpeHii, LyKpoBOro aiadbeTy Towlo.

PeriecuBHI cniazkoBi 3aXBOPIOBAaHHS B MEXKax CIM’i MPOSIBISIOTHCS OJIHOTHUIIOBO 1
MaloTh HE3HAYHI KOJIMBAHHS €KCIPECUBHOCTI.

7. IToHATTSI MPO reHoKoMil Ta (eHOKOMII.

[HKONMM cMaaKoBl 3aXBOPIOBAHHSA, 3YMOBJIEHI PI3HHUMHU T'€HAMHU, MOXYTh MaTu
no/Ii0Hy KIIHIYHY KapTHHY, TOOTO OJMH T'€H MO>XE KOIMIIOBATH BUSBICHHS 1HIIOTO I'eHA.
Hanpuxknan, Bimoma ncesnorineptpodiuna popma mionatii Jromena. Bona 3ymoBieHa
TeHOM, KU JoKali3yeTbcsi B X-xpomocomi. [Ipore i icHye iHma ¢opma — miomartis
bekkepa, 1m0 3yMOBJ€HA IHIIUM T€HOM, JOKaJII30BaHUM Yy I1HIIOMY JIOKYCl Ti€i camoi
xpomocomu. Ili nBi ¢opmu Miomarii € reHokomissMH. € TakKoX TeHOKomii remodinii,
MITMEHTHOI KCepoAepMii TOIIIO.

T'enoxonii — 11e gBUIIE, 32 AKOTO MOJIOHI O3HAKU (DEHOTHUITY 3yMOBJICHI PI3HUMHU
HeaJIeTbHUMH TeHaMu. Bi1 reHokormiit HeoOX11HO BIAPI3HATH (PEHOKOITI.

@Denoxonii — HecnagkoBa 3MiHA (PeHOTHUIly, MOAIOHA OO MPOSIBY IMEBHUX 3MiH
TEHOTHUITY; 1€ OJIHAKOB1 ()EHOTHUIH 32 PI3HUX TEHOTUIIIB OPTaHI3MYy.

8. LluToJsoriuni Ta renHeTu4Hi kapT. 'eHeTHYHI MapKepu.

Bigomo, 1m0 cuna 34eryieHHs MK TeéHaMH B XpOMOCOMI OOEpHEHO MpOMopIiiiiHa
BifcTaHl MK HUMH. lle gae MOXIIMBICTh BU3HAYMTH HAJICKHICTH I'€HIB JIO TI€T UM 1HIIOI
TPyl 3YEIJICHHS 1 MOJIOKEHHS TeHIB y XPOMOCOMI, & TaKOX BIJCTaHb MK OKPEMUMU
reHamMu, TOOTO CTaj0 MOXJIMBUM CKJIaJaThd KapTH XpomocoMm. Kaptu xpomocom
PO3pOOJISIFOTH 32 AOTIOMOI0I0 TOPHUA0IOTITUHOTO aHaATI3Y.

XpoMocoMHa KapTa OyBa€ HUTOJOTTYHOIO a00 TEHETUYHOIO.

Humonoziuna kapma — 11e BuAMMA JUISTHKA XPOMOCOMH (CXeMaTUYHE 300paKeHHs
XpOMOCOM) 13 3a3HAYEHHSM JOKami3alli reHiB. BoHa BUCBITIIOE (QYHKIIOHAIBHUI CTaH
XPOMOCOMH, SIKUH 3aJIeKUTh BiJ] 06araThb0X 30BHINIHIX (DAKTOPIB.

I'enemuuna kapma — rpadidyae 300paKeHHS XpOMOCOMH 3 IMO3HAYCHHSM Ha HIl
PO3MIIIICHHS T€HIB 1 BITHOCHOT BIJICTaH1 MK HUMHU 3 00OB’S3KOBUM 3a3HAYEHHSIM MTOBHO1

91 HETOBHOI (CKOPOUYEHO1) Ha3BM reHa. [ eHeTHyHa KapTa e€yKapioTiB Ma€ BUTIISA MPSIMOL
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JiHIT (XpOMOCOMH MalOTh MpsMY JdiHIHHY (opmy), y OakTepiii BoHa KijbleBOi GopMu
(xpomocomu MaroTh (hopmy Kiblls). Macmral KapTu — OJUMH HYKICOTHU.

['eHeTHYHI KapTH CKJIQJAIOTh JJISi KOXKHOI XPOMOCOMH  OKpeMo (Iie CKJIaJHHM
OaraToeranuuii mporec). Ha kapTi 3a3HauyaroTh: HOMEp TPYNU 3YCIJICHHS, MOBHY YH
CKOpOYEHY Ha3By TI'€Ha, BIJCTaHb MDK TeHaMu (y BIiJICOTKax). ['€HETHMYHI KapTH BKe
po3pobieHi nanst Apo3odiuid, MUII, KyKypya3u, pucy, Heipocnopu Ttomo. CyuacHi
JOCSITHEHHSI ITUTOTCHETUKH Jajdd 3MOTry BHU3Ha4uMTH Jjokamzaiito 800 reHiB XBOpoO
moauuu (1% 3arajibHOI KIJIBKOCTI T'€HIB).

JInst  ckimamaHHS TEHETUYHUX KapT JIIOJUHU  3aCTOCOBYIOTH TaKi METOJIH:
cekBenyBanHs1 JIHK (mi3HaroThcsi mpo MOCHIAOBHICTh HYKJICOTHIIB); aHAII3 POJIOBOAY;
riopuan3aiisl COMaTHYHUX KIITHH; MOJICKYJISIpHA Ti0puamu3allis; aHajai3 aMiHOKHCIOTHOI
MOCJIIIOBHOCTI O1JIKa TOWLIO.

VY moauau BimoMo 24 rpymnu 3uerieHHs (22 mapu ayrocoM X- Ta Y-XpOMOCOMH, B
AKUX MICTUTBCS OJIM3bKO 35 THC. TeHiB). JIJis KOKHOI TpyNH 34YEIUICHHS BXXe 1MO0Y/10BaH1
KapTh XxpomocoM. B Hux HalmoBHima s X-XpOMOCOMHU Ta IEPIIOI ayTOCOMH.
BusHaueHHsi rpyn 34eIIeHHS YacToO JOMOMarae Ipyd BU3HAYEHHI XBopoOu (TeHu-
Mapkepu). Tak, reH SIKMH BH3HAYa€ OHIX10CTEOAMCIUIA31I0, 3UCIUICHHM 3 T'€HOM, KU
BHU3HAYa€ rpymy Kposi 3a cucreMoro ABO. ¥V X-xpomocoMi BUSIBIEHO TPYMy 34ETUICHHS
reHa Tpynu KpoBl 1 reHa 1XTi03y, OYHOTO ajib0iHI3MY, KOJLOPOBOTO 30py, reModiii TOIIO.
Tomy 3aXBOpIOBaHHS, 1[0 BU3HAYAIOTHCS BIJMOBIIHUMHU I'€HaMH, OaThbKO Tiepeaae Jouili, a
MaTu — CHHY.

CknagaHHg TOYHUX KapT XPOMOCOM 1 BHBYEHHS JIOKaIi3allii MaTOJIOTIYHUX T'€HIB
Ma€ BUHATKOBE 3HAYCHHS I MEIWIIMHU, a caMe — JUIsl PaHHBOI Ta AudepeHIlianbHOI
JTIarHOCTUKHM  CIMAJKOBUX XBOPOO, BCTAHOBJICHHS HOCIIB TEHETUYHUX TOPYIICHbD,
BU3HAYCHHS MEANKO-TEHETUYHOTO TIPOTHO3Y Ta JIIKYBaHHS CITaIKOBHX XBOPOO.

KaptyBanHs TeHIB, MmO BIANOBIAAIOTh 3a BHUHUKHEHHS XBOpOO JIOAWHU, Ha
XpoMOCOMax JIa€ 3MOTY PO3BUHYTH HaWBaXJIMBIIII 3 HANpPSIMIB T€HETUKH — MATOJIOTIYHY

aHATOMIIO TCHOMY.
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TI'enemuuni mapkepu. Jlna [laTHOCTHKW CHAAKOBUX Ta 1H(EKIIHHUX
3axBopitoBanb Ha piBHi JIHK BukopucroBytots pizni metomu, 3okpema JIHK-30ma1
(mapkepu). IHK-3081 — e ainsaka JIHK nosxkunoro Bin 10 1o 6000 nap HyKJI€OTHIIB, Y
SKIA TOCTIJOBHICTh OCHOB KOMIUIEMEHTapHA IOCIITOBHOCTI JOCTIKYBAHOT IJITHKU
JAHK (rena, mo 3yMOBIIIO€ 3aXBOproBaHHs, ab0 TeHa Bipycy, Oaktepii). TexHoJsoris
JHK-30H7iB BUMarae 3HaHHs HYKJICOTHIHOI TOCIIJOBHOCTI T'€HA, IO TOCIHIIKY€EThCS.
Jnst nokamizamii reHa 30HAM, IIO0 MICTATH PaJiOaKTHBHI ab0 (IIyOpecleHTHI MITKH,
BHOCAThCS Yy JIHK-3pa3ku, 1mo MicTATh 010JI0TIYHUI MaTepian, OTpUMaHUK BiJl XBOPOTO.
3a nasBHocTi B JJHK xommiemenTapHoi mocaiOBHOCTI 30H MPUEAHYETHCS 10 HET 1 fioro
MOXHa BHU3HAUWTH, BHUMIPIOIOYM paJlOaKTUBHICTE a0o (dayopecueHio. Po3mipu
dbparmenTiB JIHK, no sikux npuenHaBcs 30H]I, BU3HAYAIOTh 33 JOIMTOMOTOK METOJIUKH —
onotunr (CaysepH). 3a gonomororo JIHK-30H11B i1eHTH(IKOBAHI JIeSKl T€HU JIIOJIMHU, a
TaKOXX BUKOPUCTOBYIOTHCSA [UIsl J1arHOCTUKK 1H(EKIIHHUX 3aXBOPIOBAHb BHACIIJIOK

BU3HaueHHs nociigoBHocTi JIHK, yHIKanmpHOT 1J1 KOXKHOI OakTepii abo Bipycy (remaTur).

Iumannsa ona camoKoOHmMpoJo:

OCHOBHI MOHATTS Ta CUMBOJIU T'eHeTHKU. OCHOBHI ITOHATTS T€HETHUKH.
['eneTnuHi 3aKOHOMIPHOCTI, BcTaHOBJEeH1 ['. MeHenem.

Tpu 3akonu ycnagkyBanHs I'. Mennens.

YMoBH, 3a AKuX A110Th 3akoHu ['. Menmens.

MoOHOreHnse ycnajaKkyBaaHHs.

MeHnenBChbK1 0O3HAKU JIFOTUHU.

Tunu ycnagkyBaHHS MEH/ICTIBCHKUX O3HAK.

3ueryieHe yCraIKyBaHHS TeHIB.

© ©o N o g B~ w DN E

Jlo3u reHiB. EQeKT monoxeHHs reHis.
10.OcHOBHI TIOJIOKEHHSI XPOMOCOMHO1 TEOpii CMagKOBOCTI. XPOMOCOMHE BU3HAYCHHS
CTaTl JIFOAWHH.

11.03Haku 34uenJieHi 31 CTaTTIO.
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12.B3aeMoniss TeHIB Ta iX NOpOsSB NpU PI3HUX THMAX YCHaAKyBaHHs. B3aemomis
aJIeIbHUX TEHIB.

13.MHOXUHHUI allesi3Mm.

14.YcnankyBaHHs rpyn KpoBi 3a cuctemoro ABO Ta pesyc- pakTopom.

15.B3zaemoniss HeanenbHuXx TeHiB. KommmemeHtapHicts. Emictasz. Ilomirenne
yCHaJaKyBaHHs KIJIbKICHUX O03HAK (TJICHOTPOIIisI, EKCIIPECUBHICTh Ta IEHETPAHTHICTh
TCHIB).

16. IToHaTTS PO reHoKoIIi Ta (PeHOKOITI].

17.1luTonorivni Ta reHETUYHI KapTH. [ eHETUYHI MapKepH.

Jimepamypa:

1. boukoB H.II. Kmmanueckas renetuka / H.I1. boukos. — M.: I90TAP-ME]I, 2002.
— C. 89-104.

2. Menuuna Gionoris: [igpyunuk ans BH3 HI-1V pisniB Bukiaganus / 3a pea. B.M.
[Timaxka, }O.1. baxxopu. — Binaums: Hosa xkuura, 2009. — C. 154-164, 167-175.

3. Ilytunuena I'J. MenuuHa TreHeTHKa: [ligpyunuk / 1. IIytunneBa — K.:
Menmmmna, 2008. — C. 124-177.
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CHAIKOBICTbB I CEPEJOBHUIIE

1. MinnuBiCTh OpraHi3MiB, ii BUJU Ta 3HAYCHHS.

2. Ponp cmagkoBOCTI ¥ cepeloBHMIIAa B MIHJIMBOCTI O3HAaK Ta BUHUKHEHHI
3aXBOPIOBAHb.

3. Monudikarmiitna mianusicte. Hopma peakiii.

4. denokorrii, MEXaH13M X BUHUKHEHHS.

5. 'enoTunHa MIHIMBICTB, ii JOpMHU Ta 3HAUECHHA. MyTalliiiHa MiHIUBICTh. Bumu
MyTaIii. MyrareHu.

6. KomOiHaTuBHA MIHJIUBICTh. [ €HETHYHUH TATaAP.

1. MinJmBicTh Opraui3mis, ii BUIM Ta 3HAYEHHS.

OpranizamMu 1o03a CEpeOBUIIEM ICHYBaTH HE MOXYTh. Dbynb-sKUil OpraHizm
nepeOyBaloTh y TICHOMY 3B’S13Ky 3 HaBKOJIMIIHIM CEPENOBUIIEM. YMOBHU CEpEIOBHUIIA
MOCTIMHO 3MIHIOIOTBCS, @ JKMBI OpPraHi3MHU MPUCTOCOBYIOTHCS 10 YMOB cepegoBuiia. Illo
MOCTIHO 3MIiHIOIOTECA. Lle BimOyBaeThcsi 3aBISKH BJIACTHBOCTI >KMBHX OpraHi3MiIB —
MIHJIUBOCTI.

Minnugicmes — 1€ 31aTHICTh OpPraHI3MIB 3MIHIOBAaTH CBOi O3HAKU 1 BIACTHUBOCTI.
O3znaku OyBalOTh AKICHI 1 KUIbKICHI. SIKICHI O3HAaKM YCMaJKOBYIOTHhCS 3a 3aKoHamu [
Mennens (MOHOTE€HHO) — KOJIp oOueH, ModigakTWiis, remodimiss Tomio. AJjle TeH He
BUSIBJISIETHCS. ABTOHOMHO, BIH B3a€MOJIE€ 3 1HIIMMHU T€HAMH OPTaHi3My 1 37e0UThIIOT0
O3HAKU Ta XBOPOOM BH3HAYAIOTHCS OaraThbMa reHamu (TOJIITEHHO), HAa BUSBJICHHS SKUX
BIUTMBAIOTH (DAKTOPY HABKOJIMILHBOTO CepeloBUIIA. ['€HU, AKI KOHTPOJIIOKThH T1 YW 1HIII
O3HAKH, MOXYTh TPOSIBIATUCS Y (DEHOTHUIII HE y BCIX HOCIIB IIbOTO T€HA 1 MOXYTh MaTH
PI3HMI CTYMIHb T€HOTUITHOTO MPOSBY. 3MIHIOIOYM BIUIMB (DaKTOPIB CEpEIOBUIIA, MOKHA
BIUTMBATH HA MEHETPAHTHICTH 1 EKCIIPECUBHICTH TCHIB.

Pi3Hi o3Haku opraHi3MiB MalOTh HEOJHAKOBY 3aJICKHICTh BiJ IFOYMX YHHHHKIB
cepenoBuia. BoaHouac ycnankyBaHHs rpynu KpoBi (ABO) npakTUYHO HE 3aJIeKUTh BiJ

30BHINIHHOTO CEPEIOBUIIIA.
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Ilenempanmmuicms — 11€ KUIBKICHUHN TTOKa3HHUK, YACTOTA TEHOTUITHOTO MPOSIBY reHa
(o3HaKM) B WOTO HOCIiB; BU3HAYAETHCA Yy BifcoTkax. Hampuknan, skmo 13 100 HOCIiB reHa
BiH mposiBuThcs B 30 0ocib, To meHerpaHTHICTh nopiBHIOE 30%. [lenempanmuicmo —
4acTOTa FTeHOTUITHOTO MPOSIBY T'€HA B MOIYJISIIT; CMiBBIAHOMECHHS (PAKTHUHUX XBOPUX IO
3arajJbHOI KUTBKOCTI HOCIIB JaHOrO TeHa. Ii BUPKAIOTh y BIJICOTKOBOMY BiJTHOIIICHHI
XBOPUX JIO 3arajJibHoi KUIbKOCTI HociiB. Hampukman, sxmo cepex 1500 HociiB
noMiHaHTHOro reHa B ycix 1500 mromeli TeH TIPOSIBISIETBCS  (PEHOTHIIOBO, TO
neHeTpanTHICTh JopiBHIOE 100%, TOOTO MEHETPaHTHICTh MOBHA. SKIIO T'eH MPOSBISETHCS
y 750 — 50%. fxmo 3 ycix HOcIiB reHa xBopiioTh juine 40%, TO MEHETPaHTHICTh
nopiBHO€e 40%. 100 % meHeTpaTHICTh y JIIOJEH Mae yCraJKyBaHHS I'eHa rpymnu KpoBi 3a
cucremoro ABO. [IleHeTpaHTHICTh AEIKMX CHAJAKOBHX XBOpOO: cuHAapoMm [apmHepa —
84%; cmaakoBuii mankpeaTuT — 80%; permHobOmactoma — 60%; ortockiepos — 40%;
BpOKEHUM BUBUX cTerHa — 25%.

Hampuknan, tpe6a BU3HAYUTH, siIka WMOBIPHICTh HApOJKEHHS XBOPOI IUTHHU B
POJIMHI, B K1/ OJIUH 13 0aTHbKIB XBOPI€ Ha OTOCKJIEPO3, a IHIIHNIA — 3JI0POBHIA.

[lenerpanTHicTh  OTOCKIEpo3y gAopiBHoe 40%. 3a HasgBHocTi A/l-Tumy
yCHaJAKyBaHHA WMOBIPHICTb HapOPKEHHS XBOpoi AuTHHU cTaHoBUTH 50% (0,5).
[TenerpanTHicTh reHa cranoButh 40% (0,4). OTxe, IMOBIPHICTH TOTO, IO B TUTHHU Oy1ie
otockiiepos ctanoBuTh 0,5x0,4 = 0,2 (20%).

Excnpecuenicms — CTyliHb TEHOTUITHOTO MPOsIBY TeHa. OJuH 1 TOl camMuil TeH 3a
PI3HHX YMOB MOe OyTH BHpaK€HUU CUiIbHIIIE a0o ciabine. Hanpuknan, momigakTuiis y
XBOPOT0 MOKe OyTH JIUIlIEe HA OJHIN pylll, MOKe OyTH Ha JBOX ab0 Ha 000X pykax 1 000x
Horax. [lanbiiB Ha pyli MOXKe OyTH SIK MO MIICTh, TAK 1 1O CIM.

Excnpecusnicms — 1€ SIKICHUM TOKa3HUK, CTYIMIHb F€HOTUITHOTO MPOSIBY O3HAKH.
ExcripecuBHICTh BIAMNOBIAAE€ MOHSTTIO ,,CTYHiHb 3axBOproBaHHA . KIiNbKICHI 0O3HaKH
000B’SI3KOBO BM3HAYAIOTh BHUMIPIOBAHHS: CEKpEIlii MOJIOKa y KIHOK, 3pOCTYy, Macu Tija
Tomo. bynp-sika o3HaKa AETEPMIHY€ThCS T€HOTHUIIOM, KU BHU3HAYAETHCS B MOMEHT
3aIIiTHEHHS, aJle CTYIIHb HACTYIMHOI €KCIPECii IbOr0 TeHETUYHOTO MOTEHLIATy 3HAYHOIO

MIpOTO 3aJIeKUTh B1J] 30BHIIIHIX YMHHHKIB, IO JIIFOTh HA OPTaHi3M IIiJ] 4ac HOTO PO3BUTKY.
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Po3pi3HsA0Th 1B1 (hOpMU MIHIMBOCTI — CTIaKOBY 1 HECIIAJKOBY.

Cnaokoéa — MIHJMBICTb, 3a SIKOI 3MIHIOETHCS TE€HOTHIN, TOMY ii HA3MBAIOTh
2EeHOMUNHOIO.

Hecnaokosa — MIHITUBICTb, 3a SIKOT 3MIHIOEThCS JIHIIE (DEHOTHII, TOMY i1 HA3UBAIOTh
Genomunuoro, abo MoOupiKayiiHorw.

MiHIMBICTh, SK 1 CHAJKOBICTh, BJACTHBA BCIM JKMBHM OpraHizMaM. 3aBIsSKH
CHAJKOBOCTI B MPHUPOAl 30€piratoThCsl BUIW, a MIHJIMBICTH 3a0e3meduye pi3sHOMAaHITHICTh
BUJIIB 1 TIPUCTOCOBAHICTh iX JI0 YMOB CEPEAOBHINA, fAKI TOCTIHHO 3MIHIOIOTHCS.
CmaikoBIiCTh 1 MIHJIMBICTh Pa30M CTAaHOBJIATh OCHOBY €BOJIIOIII].

CmankoBa MIHJIMBICTH € TIPUYMHOIO CITAJKOBHX BaJ PO3BUTKY Ta CIIAIKOBHX
3axBOpIOBaHb. HecmajgxkoBa MIHJIMBICTh € TPUYMHOIO HAOYTHX  3aXBOpIOBaHb Ta
HECMAJKOBUX BaJl PO3BUTKY. B3aeMopis CHagkoBUX UYMHHHUKIB 1 yMOB CEpeIOBHIIA
MPU3BOJUTH A0 MYJIbTH(HAKTOPIATbHUX 3aXBOPIOBAHb.

3aBAsSKHA MIHJIMBOCTI yC1 JIFOAM 1HAUBIyalbHI. HemMae 1BOX o HaKKX JI0JIEH, a TOMY
e HeOOX1JJTHO BpaxyBaTH B pa3l MEpeNMBaHHSA KpPOBI, TPAHCIUIAHTALIl OPraHiB, CYJOBO-
MEIUYHOI MPAKTUKH, M1 4aC MEIUKO-TEHETUYHOTO KOHCYJIbTYBAaHHSI.

CrnpusaTinuBi TEHETHWYHI YMHHHWKH, & TAKOXX CHPHATIMBI YMOBH HABKOJHUIITHHOTO
CEpelIOBHUIIA, OCBITA Ta BUXOBAHHS JOMOMArarOTh ONTUMAIBHOMY BUPAXKEHHIO 1HTEIEKTY
JIIOJTUHU.

2. Poab cnaakoBocTi ii cepegoBHIa B MIHJMBOCTI 03HAK TAa BHHUKHEHHI
3aXBOPIOBAHb.

@Denomun — 1e CYKYIHICTh BCIX O3HAK (30BHIIIHIX Ta BHYTPIIIHIX) 1 BIACTUBOCTEN
OpraHismy, siki MO>KHa CIOCTEpIraTd MPH aHATOMIYHMX, (Di310JIOITYHUX, MOPQOJIOTYHUX 1
[IUTOJIOTIYHUX JTOCITIKEHHAX. DEHOTUN — 11€ pe3ybTaT peajizaiii TeHOTUIy 3a MEeBHUX
YMOB 30BHILIHBOTO cepeAoBUIla. Y (EHOTUIl Maike HIKOIM HE peai3yroThCsl BCl
TEHETUYHI MOXJIUBOCTI, a JIMINE YacTUHA 3 HUX, JUIS SIKHX YMOBU OYJIM ONTHMAJILHUMH.
3MiHAa 30BHIIIHBOTO CEpeloBUIA a00 TEHOTHITY MOKE BHUKIWKATA BIIXWICHHS BiJ
HOpMaTbHOTO (peHoTHy. HasBHICTH MEBHUX T'eHIB HE O3HAYa€, IO iX il 3aBEPIIUTHCS

PO3BHTKOM BIINOBITHUX O3HaK. Ha 1it0 6araTb0X reHIB BIUIMBA€ 3MiHAa 30BHIIITHBOTO
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cepenoBuia. Hampuknan, KUIBKICTh €pPUTPOLUTIB Yy JIOAUHH MOTJAa 3MIHIOBATHCS
3aJIe)KHO B1J] BUCOTH MICLIEBOCTI HaJl pIBHEM MODAL.

3MiHM (PEeHOTUITY MOXYTh OyTH 3yMOBIIEHI reHeTruHo. Hanpukmnan, pizHi (peHoTurnHi
rpynu kpoBi 3a cucremoro ABO B OIMHM BUKJIMKAaHI KOMOIHAINEIO aleIbHUX TEHIB.
Hageneni npukiaay sicCkpaBo JEMOHCTPYIOTh, IO B peaiizallii (EeHOTUITY BaXKIUBY POJIb
BIJIITPAlOTh K CKJAJOBI T€HOTUIY, TakK 1 (akTopd 30BHIIIHBOTO CEPEIOBHIIIA.
CriBBIAHOCHY POJIb IUX YMHHUKIB y POpMyBaHHI ()EHOTUITY JIOJAMHUA MOXHA OI[IHUTH Ha
MPUKJIaJll MOHO3UTOTHUX OJIM3HIOKIB, SIKI TEHETUYHO 1IeHTUYHI. BianoBigHo, heHOTUITHI
BIJIMIHHOCTI Y HHMX TIOB’sI3aHi TiJIbKH BIUTUBOM cepenoBuiia. [Ipu mpoMy po3paxoBYIOThH
CTyHiHb TOAIOHOCTI (KOHKOPJAHTHOCTI) 1 BIJIMIHHOCTI (JIMCKOPJAHTHOCTI) O3HaK Yy
OyM3HIOKIB. J[JI1 OIIHKM POJIl CMAJKOBOCTI y PO3BUTKY Ti€l YU 1HINOI O3HAKU POOJISATH
pO3paxyHKu 3a (popMyIIoro:

% moniorocti Ob — % moni6rocTi b
H - T
100 — % moxi6uocTi /1b

ne H — xoeditient caakoBocti (anri. Heredity — cmaakosicts); Ob — ogHo- i JIb —
BOSINIIEB] OJIU3HIOKH.

I[Ipu H, mo npopiBHIOE OJWHWIN, O3HAKA IIIJIKOM BH3HAYAETHCS CITaJIKOBUM
KOMIIOHEHTOM; Tpu H, 10 J0piBHIOE HYNIO, BU3HAYaJIbHY pOJb BIAIrpac BILUIUB
cepenosuina. Koedirienr, skuii 6au3bkuil 10 0,5, cBIAYMTH PO MPUOIU3HO OJHAKOBUI
BILJIMB CIIaJIKOBOCTI Ta CepeioBUIla HAa (POPMYBaHHS O3HAKHU.

Hampuknaza, 3a Takux 3aXBOPIOBaHb, SIK TYOEpKYyJbO3 1 paxiT, KOHKOPJIAHTHICTh
MOHO3UTOTHUX OJIM3HIOKIB 3HAYHO BWINA, HDK JW3UTOTHUX. He3Bakarouw, 1o mnepiie
3aXBOPIOBaHHS € 1HQEKIIHUM, a Jpyre 3ajJeXuTh BiJ] YMOB XapyyBaHHs, MOHa
KOHCTaTyBaTH, IO B 000X BHUMAAKaX BAXJIMBY POJIb BiMIrpac TEHETHUYHO 3YMOBJICHA
CIPUMHSITIMBICTD JIO0 IUX 3aXBOPIOBAHb.

CepenoBuirie BIUTMBAE HE TUTLKM HA PO3BUTOK O3HAKH, ajie ¥ Ha 1i jomiHyBaHH. Tak,
y Apo30(diu BIAOMI B ajeNbHI MyTallli, SIKi BIUIMBaIOTh Ha po3mip 1 hopmy kpuia. [lnoma

KpWJia B OJHOTO 3 MYTaHTIB y TOMO3MIOTHOMY CTaHi Ouiblla, HDK B iHmoro. Komm
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TEeMIIepaTypa, Mpy AKid BUPOLILYBAJIH JIUYHHOK, Oyna 24°C, TO reTepo3uroTy 3a po3MipaMu
KpWJI HAOMIDKyBaJUCS 10 MYyTaHTIB 3 OUIBIIMMHM KpWJIaMd, a SKII0 TeMIeparypy
migsuiryBai A0 30°C, TO rerepo3uroTd CTaBaid MOAIOHUMH 10 MYTaHTIB 3 MEHIIMMH
KpHJIaMH.

Jlns MaitlOyTHBROTO JIIKaps BaXKJIMBO PO3YMITH, IO CHAJKOBICTh 1 CEPEOBHUIIEC €
eTioNoriyHuMH  (pakTopaMu, abo BIITPalOTh IEBHY pOJIb B IaTOreHe3l OYIb-SIKOTO
3aXBOPIOBAaHHA. 3 TOTJIAAY HA 1€ BCl (pOpMH MaTOJIOTil JIOAWHN MOXKHA PO3NUTHTH Ha 4
Ipynu.

Ilepwy epyny cKIIajaroTh CHAJKOBI 3aXBOPIOBAHHS, B PO3BUTKY SIKUX OCHOBHY
€TIOJIOT1YHY POJIb CKJIAAAa0Th CIAaJAKOBI (DAKTOPH, a BIUIMB CEPEAOBUILA JIUIIE MOIUDIKYE
X MpOsIB.

llpyea epyna — 1ie cnajikoBi XBOpOOH, 3yMOBJICHI MATOJIOTIYHUMH MYTAllISIMU, OJTHAK,
Ui X TIpOsiBY HEoOXiAHWHM crenudivyHui BIUIMB 30BHIIIHBOTO cepenopuia. Ilpukimamnom
Moke Oytu mposiB  HemoctynmHocti HDS  y rereposurotHux HoCIiB mpu 3HMKEHOMY
napuiaibHOMY THCKY KHCHIO.

Y mpemio cpyny BXOIUTH TEpeBakHa OUIBIIICTb PO3MOBCIOIKEHUX 3aXBOPIOBaHb,
0COOJIMBO B JIFOJIEW CTapIIMX BIKOBUX I'pym (TIIEPTOHIYHA XBOPOOa, 1IIeMIYHa XBOpoOa cepl,
BUpa3koBa XBopoOa Tomo). OCHOBHUM  €TIOJIOTIYHMM YHHHHUKOM B iX PO3BUTKY €
HECTIPUSTIINBI (PAKTOPU TOBKLUUISA, OHAK peatizalis iX JIii 3a7IeKUTh BiJl T€HETUYHOI CXHIILHOCTI.
[{i xBOopoOM IEe HA3UBAIOTh MYJbTU(PAKTOPIAILHUMH, a00 XBOpPOOaMH 3 TEHETUYHOIO
CXUJTBHICTIO.

Yemeepma epyna — 1ie BIIHOCHO HEBEIMKA TPYIa 3aXBOPIOBAHb, Y PO3BUTKY SIKUX
BUKJIFOUHY POJIb BIAITPAIOTh YAHHUKH 30BHILIHBOTO CEPEIOBUILA (TPABMH, OMIKH, 1H(PEKIIIT).

Takum 4YuHOM, (QEeHOTHUN JIOMUHM € Pe3yJabTAaTOM B3aEMOJII  ICTOPUYHO
c(hOpMOBAHOTO TE€HOTHUIlY, SKUH peasli3yeTbcs MiJ BIUIMBOM (DaKTOpiB JOBKULISA. biib-
IicTh (hitoreHeTnyHo chOpMOBaHUX (DEHOTUITHUX O3HAK JIIOJIMHH MAIOTh aJalTHBHUM

XapakTep.
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3. Moaugikauiiina minnusicts. Hopma peakuii.

Mooudghikayitina (penomunna) minaueicms — 1e Taka GopMa MIHIUBOCTI, SIKa HE
BUKJIMKA€E 3MiH TeHoTturny. OgHUM 13 MEpIIMX JOCHIIHUKIB, 110 BUBYAB MOAMQIKALINHY
MinuBicTh, OyB K. Hereni (1865). 3MiHu 03HAK 1 BIACTUBOCTEH OpraHi3My B MEXax HOPMU
peaxiiii, 1110 BUHUKAIOTh BHACIIOK PI3HUX YMOB iICHYBaHHS, HA3UBAIOThCS MOIU(IKALIISIMHU.
Bonu HOCATH aanTUBHHI (IIPUCTOCYBAIBHUI) XapakTep 1 MalOTh 3HAYEHHS ISl BUOKUBAHHS
OpraHi3miB, BUKOHYIOUH TIEBHY pOjib y 30epexkeHHi Buay. MoaudikaiiiiiHa MIHIUBICTH —
SABUINE MacoBe. BoHa TOpKaeTbCcs HE OJHOTO, a CYKYMHOCTI OO'€KTIB 1 TOMy 1i ImIe
Ha3UBaIOTh TPYMOBOIO.

Mopaudikariiiina MIHIUBICTh XapAKTEPU3YETHCS TAKUMHU BIACTUBOCTAMH:

1) He ycnagKkyBaHHSIM;

2) rpynioOBUM XapaKTEepPOM 3MiH;

3) BIAMOBIAHICTIO 3MIH 1010 il IEBHOT'O YHHHHUKA CEPEIOBUIIA,

4) oOyMOBJIEHMMH TE€HOTHUIIOM MEXaMH 3MiH (XO4Ya HampsMOK 3MIH OJHAKOBHH,
CTYIIIHB iX MPOSIBY B PI3HUX OPTraHi3MiB HEOTHAKOBUI).

MoaudikamiitHa MIHIUBICTh — 1€ 3aKOHOMIpHE O10JIOTIYHE SBUIIE, SIKE MOCTIHHO
CYNPOBOKYE PO3MHOKEHHSI oOpraHi3miB. IIporec po3BUTKY KOXHOI O3HAKH abo
BJIACTUBOCTEH OpraHi3My 3IIMCHIOETHCS HAa OCHOBI TE€HOTHITY 3a PI3HMX YMOB CEpPEIOBHIIIA.
Tomy ycnagkyBaHHS 03HaK a00 BIACTHBOCTEH 3aBXKIH MPOSIBISETHCA Y POpPMI PI3HUX HOTO
Moupikarii.

[Tpuknagom MoaudiKaIiifHOi MIHIMBOCTI € aTiaeTu4Ha (irypa y COPTCMEHIB il
BIUIMBOM TPEHYBaHHA, 3arap, 110 BHHHMKA€ TiJ BIUIMBOM YJIbTpadioaeTOBOTO
OTNPOMiHEHHsI, 1H(EKI[1HHI 3aXBOPIOBAHHS — 1] BIUITMBOM 30yAHUKIB, YC1 HA0yTI XBOpOOU
— TyOepKyIb03, IIMHTa, TeIbMIHTO3H, TPaBMHU, OOMOPOKEHHS, OTPYEHHS, OMIKH TOIIIO.

Hopma peaxuii. CriagkoBl BIACTHBOCTI OpPraHi3My HE MOYKHA OXapaKTepU3yBaTd
omHiero ¢dopmoro TposiBy. ['eHOTMIT 3a pI3HMX YMOB Mae pizHuil deHotun. ['eHOTHUT
XapakTepu3y€e HOpMa peakilii — aiana3oH aJanTHBHOI MIHIMBOCTI OpraHi3My B TPaji€HTI
CEPENIOBUINA; 1€ MeXKa MoAUDIKaIiiiHOI MIHJIUBOCTI BIAMOBIIHOI O3HAKH, CTYMiHb MPOSBY

o3Hakd. Hopma peakuii — 1e croci® pearyBaHHS TE€HOTHUILy Ha 3MIHU JOBKULIS.
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Po3pi3Hs0oTh UPOKY 1 By3bKy HOpPMH peakilii. By3pka HOopMa peaxiiii BlIacTHBa TaKUM
O3HaKaM, SIK pO3MIpH cepilsl a00 TOJIOBHOTO MO3KY, TOJI SIK KUIBKICTh XKHPY B OpraHi3Mi
JIOAMHU 3a3HAa€ 3MiH y HIMPOKUX MEXKax. Y BY3bKHX MEKaxX KOJIMBAETHCS Oyl0Ba KBITKU Y
POCIIMH, TMPOTE 3HAYHO 3MIHIOIOTHCS po3Mipu JHUCTKIB. Hopmoro peakilii BU3HAYArOTh
IMPHUCTOCYBaJIbHI MOXKJIMBOCTI COPTIB 1 apealiv, siki BOHU MOXYTh 3alHATH. Moougpikayii
XapaxkmepuzyomvbCs MaKuMu O3HAKAMU.

- HE YCHAJIKOBYIOThCS, TOMY MojaudikaiiiiHa MIHJIUBICTh Ma€ Ha3BY
«HECITaJIKOBa» 1 TOMY HE YCHaJIKOBYIOThCS HaOyTI XBOPOOH;

- MaloTh MacOBHil XapakTep, ToMy MoaudiKaiii MOXKHa aHaTi3yBaTH KiJIbKICHO.
JUIsi IbOrO KOPHUCTYIOTBCS METOJAMM BapialliifHOI CTATUCTUKH, TOMY XapakTep 3MIH
nepen0avyBaHUM 1 BUSHAUYCHMUI;

- TUMYacOBICTh, KO YMHHUK 3HUKAE, TO 3HUKAE 1 O3HAKA,;

- MaloTh CIIPSMOBAHHM XapakTep;

- MaloTh aJIAIITUBHUM XapaKTep, 1110 BaXJIMBO JIJIsl BUKUBAHHS OPraHi3MiB;

- MoaudiKalii KUIbKICHUX O3HAaK yTBOPIOIOTH O€3MepepBHUN pAJl 3HAYEHb BiJl
MIHIMYMY J0 MakCUMyMy 1 (OpMYIOTh BapiamiiiHuil psii. buibiiicte 0cOOUH rpyIyeThest
01151 cepeIHOTO 3HAUYCHHS 03HAKH, SIKE TPATUISIETHCS YaCTIILE 3a 1HIII;

- IHTEeHCHBHICTh MOJU(]IKAMIHHUX 3MIH MPOMOpPIIitHA CHUJIl M TPUBAJIOCTI il
YMHHUKA CePEOBHINA Ha OPraHi3M (CTYIIHb TSHKKOCTI 1HPEKIIIHIUX XBOPOO 3aJIeKUTh BiT
KUIBKOCT1 30y/IHMKA Ta HOro BIpYJIEHTHOCTI; CTYIIHb TSKKOCTI OMIKIB — Bl TEMIIEpaTypu
Ta TPUBAJIOCTI ii 11T Ha HIKIPY).

MopaudikaiiitHa MIHJIMBICTD Ma€  BEJIUKE 3HAYEHHS MNpU  BUHHUKHEHHI
MYJIbTH(PAKTOPIAIBbHUX XBOPOO, TOOTO 3aXBOPIOBAaHb 13 CMAJKOBOIO CXUJIBHICTIO, KOJIH JJIs
MPOSIBY TMATOJIOT1i HEOOXIJIHO ICHYBaHHS OpraHi3My B TIEBHHX YyMOBaX CEpEIOBHIIA.
Hanpuxmnan, y mroaei, CXWiIbHUX 10 BUPA3KOBOI XBOPOOM IITyHKA Ta JBaHAIISTHIIAIOL
KHIIKH, TAJIIHHS, aJIKOTOJIb 1 CTPEC CIPHUSIOTh PO3BUTKY III€] XBOPOOH.

4. ®eHoKOMmii, MeXaHi3M iX BHHUKHEHHSI.

Denokonii — 11¢ HECTIAJKOB1 3MIHU (PEHOTHUITY IIiJl BIUIMBOM CEPEIOBHINA, CXOXKI 3

MyTalissMi  (KOMIIOIOTh MyTalli), ajge TEeHOTHUN TMpH LbOMY HE 3adimaeTbcs (He
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3MmiHIO€eThes). DeHokorii — 11e 0HaKOBl (PEHOTUIM TPH PI3HUX TEHOTHUIIAX OPTaHi3MYy.
Bonu BUHUKAIOTh Ha paHHIX CTaJisIX eMOpiOTeHe3y, 30epiraloThCsl MPOTATOM KHUTTS, aje
HE YCIMaJIKOBYIOThCSI.

Jlesiki HecmaJaKoBI XBOpOOM MOXYTh KOIIIOBaTH KIIIHIYHY KapTUHY CHAJKOBHX
XBOp00. € Kigbka (opM CHaAKOBOI CIINOTH, alle € CIINnoTa HalyTa, sika BUHUKAE
BHACTIJIOK TPaBM 4eperna, Mpu 3anajlbHUX 3aXBOPIOBAHHSIX MO3KY, BOHA MOXKE€ BUHUKHYTHU
me B yTpoOi Marepi, KO0 BOHA BAaTiTHOIO NEPEXBOpija HA KOPOBY KPACHYXY, XBOpPOOY
botkina, TOKcOI1a3M03 TOMIO.

Sxmo BariTHa MEpexBOpiia Ha TOKCOIDIa3MO3 abo KOPOBY KpacHYXy, TO BOHa i3
BEJIMKOIO HMOBIPHICTIO MOXE HapOJWUTH TIOyXOHIMYy JuTuHy. lLle HiumM He
BIJIPIBHATUMETHCS Bl TJIYXOHIMOTH, 3yMOBJIEHOI MYTaHTHMMU Te€HaMu, ajie I
TIIyXOHIMOTa HE TepelaBaTUMEThCS HACTyMHOMY IOKOJiIHHIO. Bimome cmankose
3aXBOPIOBAHHS €MUIENCIs, IO MPOXOJUTh Yy BUIISAI TSDKKUX HamaaiB 13 BTPaTOIO
cBijomocti. [loXomkeHHs TmepeaeTbcsi B MOKOMIHHAX. OJHAK, emIencis Moxe
PO3BUBATUCS BHACIIJIOK MEPEHECEHUX 3aXBOPIOBAHb T'OJOBHOTO MO3KY (eHuedaniT) abo
micas Moro TpaBMyBaHHs. Jlo cmagkoBOoi HpUpOAM BOHAa HE Ma€ BIJHOIIEHHS 1 HE
YCTaIKOBYETHCS.

[IpuunHamu ¢eHokomil y TIoga MOXYTh OyTH TMCHXO(I310JIOTIYHI YUHHUKH,
3YMOBJICHI ~CTpecOM, TaJliHHSA, ajKOroJib, HApPKOTUKH, JAesAKl JikH, i1H(eKIiiHI
3aXBOPIOBAHHS, BUCOKA TEMIEpaTypa TulIa, TINOKCIA TOIIO. BariTHi MOBHHHI CYyBOPO
JOTPUMYBATHUCH TIT1IEHU BariTHOCTI, JOCTAaTHHO OyBaTH Ha CBI)KOMY IMOBITP1, OEpErTUCS BiJl
1H(pEeKIIHHUX XBOPOO, HE 3ailiMaTHCS CAMOJIKYBaHHSM, BECTH 3JIOPOBHM CIOCIO XKUTTSA
TOImO. 3HAHHS 3 YCIX LMX MWTaHb MalI€EHTH OTPUMYIOTh MiJ Yac TE€HETUYHOIO
KOHCYJIbTYBaHHSI, IPY TTOPaJIax 00 MOAAIBIIOT0 HAPOHKEHHS AITeH y IEBHIM CIM 1.

5. 'eHoTHIIHA MIiHJIMBICTB, ii (popMHU Ta 3HaveHHsA. MyTaniiiHa MiHJIHMBICTB.
Buaun myraniii. Myrarenm.

I'enomunna (cnaokoea) minaugicms — IIC MIHIHNBICTh, SIKa BHHHKA€ BHACIIIOK

3MiHU TeHoTuiy. CaMe BOHA € OCHOBOIO PI3HOMAHITHOCTI KHBUX OpraHi3MiB Ta IXHbOI
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eBOOIli. ['eHOTHITHA MIHJIMBICTh € MPUYUHOIO CMAJKOBUX XBOPOO Ta CIIaJKOBUX Ba
pO3BUTKY. € 1B1 OCHOBHI (H)OPMHU T€HOTUITHOT MIHJIMBOCTI: MyTalliifHa Ta KOMOIHATHBHA.

Mymauyiitna minaugicme. Y IBISHHS PO MyTallii sSIK PO MPUYKUHY PANTOBOI MOSIBU
HOBOi O3HAKW BIepiie BUCYHYB y 1991 poui romanacekuii 6otanik ['yro ne ®pwus, mo
BHBYAB CMAJIKOBICTh B €HOTEPH.

T. Mopran noyaB BUBYaTH MyTallii B 1po30diin 1 He3a0apoM 3a y4acTiO T€HETHKIB
yChOTO CBITY B Hel Oyio ineHTudikoBano monan S00 myrariii. Bin ymepie onvcaB 1 BBIB
el TEpMiH B HAYKYy.

Mymauyia — pantoBa, CTpUOKONOAIOHA 3MiHA 03HAKH, SIKa BUHUKA€E BHACIIOK 3MIHU
TE€HOTHITY, LI€ 3MIHa CTPYKTYpU TI'€Ha, CTPYKTypu ab0 KIIBKOCTI XpomocoM. Myrtamii
BUHUKAIOTh PANTOBO, CAMOBUIBHO, CTPUOKOIIOAIOHO.

[Iporlecc BUHUKHEHHS MyTallii Ha3UBAIOTh  MymaceHe3oM.  PO3pi3HAIOTH
CIIOHTaHHUM (MPUPOJIHUIA) Ta 1HAYKOBaHWUA MyTareHe3. CHOHTaHHI MyTallli BUHHUKAIOTh
panToBo 0€3 YCTaHOBJEHUX MPUYUH 1 BTPYYaHHs JIIOJWHM, 1HAYKOBaHI — TiJ] BILTUBOM
CIPSIMOBAHOI [1i YMHHUKIB 30BHIIIHBOIO 1 BHYTPIIIHBOTO CEPEAOBUINA, BHACIIIOK
BTPYUYaHHS JIFOJIUHU.

Jlna eenomunnoi MiHAUBOCMI XapaKmMepHi MAaKi O3HAKU:

- MyTaIlli BAHHKaIOTh ParToBO, CTPUOKOIO/110HO;

- O3HAKU CTINKI i YCIaJAKOBYIOTHCS B PSJIl TIOKOJIIHb;

- MyTalli HECPSIMOBAHI, BOHM HEaJECKBATHI 1IOAO0 BIJIMBY YMHHHUKIB 30BHILIHBOTO
CepeIOBUILA;

- MyTamii MawTh 1HAMBIAYaJbHUU XapakTep, TOOTO B OKPEMHX OCOOMH
3’ABISIIOTBCA PI3HI MYyTallii, Xo4ya IIi OpraHi3MH IepedyBalOTh B OJHAKOBUX
YMOBaXx;

- OH1 1 T1 cami MyTallli MOXYTh BUHUKATH IIOBTOPHO;

- MyTallii HE yTBOPIOIOTh Oe3MepepBHUX PSAIB 1 HE TpymyroThcs. Lle — sKicHi
3MIHHU.

deHoTunHUM e(EeKT MyTaliil MoXke BupaxaTucs abo y BTpaTi (QyHKIii, abo B

npuaOaHHI HOBO1 (DYHKITII.
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Knacughikauia mymauiii:

1) 3a noxoooicenmsm:

a) CIIOHTaHHI (IPUPOJIHI) — BIAOYBAIOTHCS B MPUPOIHUX YMOBAX, 0€3 BCTAHOBJICHUX
MPUYHH, 0€3 BTPYYaHHS €KCIIEPUMEHTATOPA;

0) IHAYKTUBHI (INTy4YH1) BUHUKAIOTH il Yac J1i Ha OpraHi3M IITYYHUX YHMHHUKIB
(BTpy4YaHHS €KCIIEPUMEHTATOpPA), KIIBKICTh iX 3HAYHO O1IbIIA, HI’K CITIOHTAHHHUX.

2) 3a xapakmepom nposgy (3a 2eHHOI AKMUBHOCMI):

a) JIOMIHAHTHI — BUSIBJISIIOTBCS B TOMO3UTOTHOMY (AA) Ta reTepo3urotrHomy (Aa)
CTaHax;

0) pelecuBHI — BUSBISIOTHCS TUIBKM B TOMO3UTOTHOMY CTaHi. 31€01IbIIOro MyTalii
OyBaroTh periecuBHUMU. Came BOHH CIIPUYUHSIOTh TEHETUYHUH TsTap.

3) 3a nokanizayiero 8 KimMuHi:

a) siIepHI;

0) HUTOIIa3MaTHYHI.

4) 3a nanpsmom:

a) MpsAMI1 — IEPEBOSTh UKW (HOpMaTbHUI) alieib B MyTaHTHUM (A>a),

0) 3BOPOTHI — MOBEPTAIOTh MyTAaHTHUH aJelib 1O BUXIIHOTO TUITY (A>a).

5) 3a enaueom Ha opeanizm:

a) KOPHUCHI — 3yMOBIIOIOTH (OpPMYyBaHHS KOPUCHOI /I OpraHi3My O3HaKu
(BHACIIIOK IILOTO OPraHi3M O1III TPUCTOCOBAHUMN 10 HABKOJIMIIIHHOTO CEPEOBUIIA);

0) MIKIIMBI — MPU3BOAATH 10 (OPMYBAHHS B OpraHi3Mi HIKiIIMBOT o3Haku. Came
BOHU CIPUYMHIOIOTH CHAJKOBI 3axBOpIOBaHHA (MOMIAAKTUIIIIO, TeMO(iIiio, CHHAPOM
Mopdana To1io);

B) HEWUTpaibHI — IMOSBa HOBOi O3HAKW HEUTpajbHA ISl OpraHi3My (3MiHa KOJIbOPY
oueil);

I') HamiBJIETAIbHI — 3HUKYIOTh )XUTTE3AATHICTh OpraHi3My (0COOMHU HE JTOKUBAIOTh

710 PEIPOIYKTUBHOTO BiKY; CEpIIONOAi0HA KIIITUHHA aHEMis);
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) JIeTalbHI — HECYMICHI 3 XKUTTAM (OpraHi3M THHE B PaHHbOMY €MOpiOTeHE3i;
OUTBLIICTh CIMIOHTAHHUX BHUKHUAHIB; MOHOCOMIi Oynb-iKoi mapu Xpomocom, Kpim 23-i B
KIHKH).

TI'enni (moukoei) mymauii — 1ie 3MiHH XiMI4HO1 cTpykTypu reHa (aumsaku JTHK):
3aMiHa OJHOIO HYKJEOTHIY IHIIUM, BCTaBKAa 3alMBOT0 HYKJIEKOTUAY, BHUIIAJIHHA
HYKJIEOTH]Y, IOABOEHHS HYKJICOTHIIB.

HemomaBHo BiAKpUTHIA HOBHIA 1 30BCIM HECHOMIBAaHWUN THN MYyTalliid, IO
BUSIBJISIETCST  30UTBIIICHHSAM 4YHCJa TIOBTOPIB (HaWyacTilmie TPUHYKICOTUIAHUX), ajie
OMHCAaHO TaKOX BHUMAJKH 30UIBIICHHS YHCIa MOBTOPIB 3 5 1 HaBITh 12 HYKJICOTHUIB,
pO3TalllOBaHUX K B €K30HAX T€HIB, Tak 1 B I1HTpoHax. Lli Myramii Ha3uBaKThH
OUHAMIYHUMU, OO HecmaOilbHUMU.

binbuiicth 3axBOPIOBaHb, 3yMOBIJIEHHX MYTallIMH, MOB’SI3aHUX 3 PO3IMIAPEHHSIM
JUISTHKYA TIOBTOPIB, — CIIaJIKOB1 HEBPOJIOTIYHI 3aXBOpIOBaHHs (xopest ['eHTiHITOHA, aTakcis
Opigpeiixa, MIOTOHIYHA TUCTpOdis Ta 1HII).

HalTunoBilimMy reHHUMU MYTallisIMH € 3aMiHa OCHOB 1 MyTallii 31 3CyBOM paMKu
3unuTyBaHHA. PO3pI3HAIOTE npsmi i 0bepHeni TeHHI MyTallii.

bibLIicTh TEHIB CTIMKI 10 MyTalli, ajie OKPeMi I'eHHU 3MIHIOIOTHCS JIOCUTh 4YacTo.
['enni myTariii MOXyTh MPU3BECTH 10 CUHTE3Y aHOMAJILHOTO MPOAYKTY ab0 3MEHIIEHHS
IIBUJIKOCTI CHHTE3Y OlJIKa.

@DeHOTUNOBI TE€HHI MyTalli BHUSBIAIOTBCA HA MOJIEKYJISIPHOMY, KIITUHHOMY,
TKAaHUHHOMY ¥ OpraHHOMY pIBHSIX. AJie BeJIMKa YaCTUHA T'€HHUX MyTalliil (peHOTUIIOBO HE
MPOSIBIISIETHCS, OCKUIBKU OUTBLIICTD 1X PELECUBHI. byayun pelieCUBHUMU, MYTaHTHI ajell
MOXKYTh 3QJMIIATHCS B TOMYJALIl YHOPOJOBXK 0Oararb0X MOKOJIHb MPUXOBAHUMHU
(reTepo3uroTHe HOCIMCTBO), TMOKH iM HE BIAEThCA 3YCTPITHUCA, TOOTO ONUHUTHCS B
TOMO3UTOTHOMY CTaHl 1 mposiBUTHCS Yy (eHoTumi. Yac BiJ 4acy MOXKYTb BUHUKATH 1
JIOMIHAHTHI MYTaHTHI ajieni, sKi BiJpa3dy CHOpaBisgiOTh ¢GeHoTunoBuit edekr. Bimoma
BEJIMKA KUIbKICTh CMAJKOBUX T€HHUX MIHJIMBOCTEH Yy MoauHu. OcoOauBuil iHTEpEC SBIISE
,,1 adbcOypcbka ryba”. [IpencraBHukM iMrepaTopcbkoi AuHAcTIi ['abcOypriB Manu TOBCTY

(BUMHYTY) HWXXHIO TyOy 1 BY3bKYy BHCTYyNAalO4y HIDKHIO IIEJeNly, pOT MpH LbOMY
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3anumaBcs HamiBBigkpuTuM. [lepmum 3 miero anomaniero 0yB Epuect Jlion (1377-1424).
[Tpotsrom 500 pokiB 11 0O3HaKa ycmaJaKoByBajacs Hamaakamu ['abcOypriB 1 3ymMoBIieHa
JOMIHAHTHUM T€HOM.

3MiHM CTPYKTYypU T€Ha, SK MPaBWJIO HECTIPHUSTIMBI, aX 10 3arubOeni opraHizmy.
['enH1 MyTarii CIPUYMHIOIOTh T€HHI XBOPOOU, KIJIBKICTh SIKUX CTaHOBUTH OJu3bKo 3500-
4500. 11 xBopoOHU HA3UBAIOTh MOJICKYJIAPHUMU: (PEHITKETOHYPIsl, MyKOBICIIH]I03, XBOpPOOa
Bomie, nanpTOHI3M, alKamTOHYpis, TimoTHpeo3 Ta iHmI. [HOAI TeHHI MyTamii €
HEUTpaJIbHUMH a00 BUSBIAIOTHCS KOPUCHUMHU g BUAY. ['€HHI MyTallli 3yMOBIIIOIOThH
MOSIBY HOBHX ajielliB (MHOXHHHHMX), 301UIbIIYIOTh T€HO(OH MOMyJIALii 1 MaloTh HEe alu-
SIK€ 3HAYEHHS JJIs1 €BOJIIOLIII.

l'enogpono — CyKkymHICTh TeHIB ycix ocoOuH monyismii. [Ikigmuei reHH1
(peuecuBHi) MyTauli 30UTBIIYIOTh T€HETHMYHUN TATAp, HOCISIMH SIKOTO € TE€T€PO3UTOTH.
Kosxua mroanaa € HocieMm 10-12 martonoriuaux redis. Huni mrogctso mae noHax 200 muIH.
HOCIiB TemorjiobiHomaTiii, 5% — reHa MykoBiciumao3y, 3% — TeHa IPUPOHKEHOIO
rinotupeosy, 2% — OKYV.

Xpomocomui mymauii. 1le 3MiHN CTPYKTYpH XpOMOCOM. XPOMOCOMHI nepeOy10BU
(abeparii) mOAUIAIOTHCS HA 1Bl TPYNH: BHYTPIIIHBO- 1 MI>KXPOMOCOMHI.

1) Buympiuinboxpomocomui nepedyoosu (abepauii):

a) Oeneyis — XpoOMOCOMa BTpadae CBOIO yacTuHy. HopmanbHa IijsiHKa XpOMOCOMHU
ABCDE FK; myrantna ABE FK (cuHApoM KOTSY0TO KpHUKY — JAeJelis KOPOTKOTo Iieua
5-1 xpoMocomm);

0) Jynuikayis — TIOABOEHHSI OKpPEeMHUX MUITHOK HopMainbHOT xpomocomu ABCDE
FK, myrantaa xpomocoma ABCDCDE FK;

B) ingepcia — hparMeHT XpoMocomu moBepTaeThest Ha 180°. HopmansHa xpomocoma
ABCDE FK, myrantHa ABDCE FK.

2) Mixcxpomocomui nepedyoosu (adepayii) — 3a nux nepeOyoB BIIOYBAETHCS
OOMIH JiITHOK HETOMOJIOTIYHHUX XPOMOCOM:

a) mpanciokayis — OOMIH TE€HETMYHHM MaTepiajioM MDK HETrOMOJOTIYHUMHU

XpoMocoMamHu (TpaHCIOKaIlisg 3aiiBoi xpoMocomu 21 Ha oHy 3 XpomocoM rpymnu D a6o G
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COpUYMHSE TpaHCHoKamiiiHuii Tun cunapomy Jlayna). Tpancnokamii OyBaroTh
30araHcoBaHl, sIKi He 30UIBIIYIOTh KUTBKICTh T€HIB Y XpPOMOCOMI, Ta He30aJIaHCOBaHI.

XPpOMOCOMHI MyTallii MOXYTh CIPUYUHIOBATA aHOMAJIli PO3BUTKY Ta XPOMOCOMHI
xBopoOu. Tak, BTpara (memneriis) HeBEMWKOI AUITHKKA 21-1 XpOMOCOMH B JIFOJWHH
CIPUYUHIOE TSDKKE 3aXBOPIOBAHHS KPOB1 — TOCTPHUH JIEHWKO3, BTpaTa KOPOTKOTO Tuieya S-i
napy MpU3BOJUTH O CHHAPOMY KOTSHOro Kpuky. [Ipu cunapomi nenerii 10Broro ruieya
18- mapum cmoctepiraroTbCcsi Mikpormedatis, rmmOOKa po3yMOBa BIACTATICTh, aHOMAIII
CTaTeBUX OpraHiB, aucmopdii oOauy4s, TrIMOOKO TMOcaKeHl aedopMoBaHi ouli,
naedpopMOBaHi BYIIHI paKOBHHH, JOBT1 PYKH 3 KOHYCOIOA1OHUMHU MaNbISIMH, BaJu CEpId,
HUPOK.

OpHuM 13 MEXaH13M1B BUHUKHEHHS MyTallli € HEpIBHUN KPOCUHTOBEP.

TI'enomnui mymauyiii BAHUKAIOTh BHACIIOK 3MIHU T€HOMY, 110 MPU3BOJUTH 10 3MIHU
KapiOTHUITy.

l'enom — CyKymHICTh T€HIB raruioigHoro Habopy xpomocom. Y 2001 poii renom
JTOAUHYU 0yJI0 po3mu@poBaHo, TOOYIOBAHO KAPTH BCIX XPOMOCOM JIFOAUHU, CTAIA BIIOMI
reHH 0aratboX CHaJKOBUX XBOPOO JIOAMHU.

3MIHU KaplOTHUIly, KpaTHI 00 HEKpATHI TaIuIOiTHOMY YHCIY XpPOMOCOM, Ha3UBAalOTh
2eHOMHUMU Mmymayiamu. BUHUKAIOTH BOHHM BHACTIZOK TOPYIICHHS PO3XOKEHHS
XPOMOCOM Y TIpOIIeCi Mei03y abo MiTO3y.

T'enomui mymauii nooinaromoca:

1)  noninnoiois — KpaTHE 301IBIICHHS KITBKOCTI XpOMOCOM reHOMY. XapaKTepHa
JUIsl pOCIMH (OLIBIIICTh POCIIHMH, SIKI TalOTh BUCOKI BpOKai, € modimioigamMu). Y JIIOAUHU
MOIIJIOTAIS TPU3BOAUTH 10 CHOHTAHHUX BUKUIHIB 200 HOBOHAPOJKEHI TMHYTh y MepIil
TOJIMHU YM 100U JKUTTS BHACIIIOK KOMILUIEKCY BaJl PO3BUTKY;

2) HYJlecomiss — BIJICYTHICTh OJIHIET Mapyd TOMOJIOTIYHUX XPOMOCOM (3aBXKIU
JeTaNbHI);

3)  eemeponnoidis (aneynnoidis) — HeKpaTHE 3MEHIICHHS (MOHOCOMIsI) KIJTbKOCTI
XPOMOCOM. Y Cl MOHOCOMII JIeTaJIbHi, KPIM Y JKIHOK MOHOCOMIi 3a 23-10 Mapor0 XpOMOCOM

45, X0 (cunapom lllepemeBcbkoro-Tepuepa). Haituacrimi momicomii — Tpucomii (y mapi
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XpOMOCOM H€ JIBi, a TpU roMosoriuni xpomocomu) 47, XXX — tpucomii X y xiHOK; 47,
XX (+18) — Tpucomis 3a 18-10 maporo (curapom EnBapaca); 47, XY (+21) — tpucomis 3a
21-10 maporo XpomMocoM crpuunMHioe cuHapoMm Jlayna. Tpucomis — HalmommpeHiia
npuurHa XBopobu JlayHa.

Mymazenu — 11¢ YUHHUKY (HI3UYHOTO, XIMIYHOTO Ta 010JI0TIYHOTO IMOXO/KEHHS, K1
CIIPUYMHIOIOTH MyTallli. MyTareHu NiJCUIIOI0Th 1HTEHCUBHICTh MPHUPOJHOI MYyTaIlli B
AecsTKH 1 coTHI pasiB. CHiTbHI BJIACTHBOCTI MyTareHiB: 1) yHIBEpCaJIbHICTb
(CIpUYMHIOIOTh, MyTallii B yCIX KHBHX Oprai3amiB); 2) He CHOpsSMOBaHICTH mii; 3)
BIJICYTHICTb HUKHBOTO MTOPOTY MYTareHHOTO e(eKTy.

MinimaneHa kuibkicts JIHK, 3maTHa 3MiHIOBAaTHUCH 1 MpPU IIbOMY 3YMOBIIIOBATH
nepeOy/I0By O3HAKM, HA3UBAETbCS MymoxHom. MyTOH BIANOBIAa€ OJHIA mapi
koMIieMeHTapHux HykieotuaiB JHK. bauzpko 90% MyTareHiB € KaHIEpOre€HaMu
(31aTHI CIPUYMHIOBATH 3JI0SIKICHI MMyXJIMHU, CAPKOMY TOIIIO).

Dizuuni mymazenu. HalakTUBHIIIUMU MyTareHaMu € 10HI13yl04Ye BUIIPOMIHIOBAHHS
(loHi3yroya pajiauis) Ta yaprpadionetoi npomeni (Y d-npomeHi).

[oHi3ytoue BUINPOMIHIOBaHHS — 1€ TaMMa-NIPOMEHI, PEHTTeHIBChKI MPOMEHI,
HEUTPOHH, MPOTOHHU, SIKI MAIOTh BUCOKY MPOHUKHICTh y TKAHWHHU 1 XapaKTEPU3YIOThCS
BHCOKOIO O10JIOTIYHOIO aKTHUBHICTIO, 3yMOBJIIOIOUM 30y/PKEHICTh Ta 10HI3AII0 TKaHWH, a
TaKOX MPOSBIISAIOTh CUJIbHY MyTareHHy Jit0 Ha TKaHUHU. OCcOOJIMBO YyTIUBUMU JI0 HET €
niM(poigHI 1 KPOBOTBOPHI TKAHWHHU, TOHAJW, IMyHHa CUCTEMA JIFOJAMHHU Ta XPOMOCOMU
ixuix sgep. Y wonekynax JHK mig BrmimBom fii 10HI3YIOUOTO BHIPOMIHIOBAHHS
BUHHMKAIOTh PO3PUBHU, PI3HI XpPOMOCOMHI nepeOyaoBu (abepallii), T€HHI MyTalli, sKi
CYNPOBOXKYIOTHCSI PI3HUMU 3MIHAMH CTPYKTYpH Ta (PYHKIIT OpraHi3zmy.

SIckpaBUM TpUKITAIOM BIUIMBY 10HI3YIOUOi pajiailii Ha OpraHi3M € aBapis Ha
YAEC, a TakoX HacliJKu OomMOapayBaHHS aMEpPUKAaHUSAMH JBOX SIMOHCBKUX MICT —
Xipocimu Ta Haracaki B 1945 porii.

MyTariii MOXyTh BUHUKHYTHU BHACTIIOK Aii OyIb-sIKUX 703 10HI3YyI0UOi pamiari, 1

YuM OUIbINA 1033, TUM OLIbIIE YIIKOJKEHHS XPOMOCOMHM, 1 TUM YacTillle BUHUKAIOTH 11
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VIIKOKeHHsI. BIuiMB Manux 703 1 TPUBAIMA Yac BIUIMBY Ha OPraHi3M MOCUJIIOIOTH PU3HK
BUHUKHEHHS MyTaIlii.

VYabsTpadiosieToBl MPOMEH1 HE 3yMOBIIIOIOTH 10HI3a1lli, a MPU3BOAATH J0 30yKEHHS
MOJIEKYJ 1 aTOMIB y TKaHWHAX, M0 TaKOX MOXE CHOpUYMHUTH MyTarii. Haitbinpim
MYTareHHy akTUBHICTb MatoTh Y ®-mpomMeH1 xBuiieto 3aBaoBxkku 260 HM, ockuibku JJTHK
MOTJIMHAE caMe 1110 YacTUHY criekTpa Y ®. KopoTri 1 10BIIII MPOMEH1 MEHIIT aKTUBHI.

Jlo (pi3udHUX MyTareHiB BiTHOCATH TaKOX BUCOKI Ta HU3bKI TEMIIEPATypH, BUCOKUN
Ta HU3bKU aTMOC(EepHUI THUCK.

Ximiuni mymaeenu. 1le HalimommpeHima rpymna MyTareHiB, OB’ si3aHa 3 TOTAJILHOIO
,»XIMI3aIlI€I0” JKATTEBUX MpoleciB. XIMIYHUX MYTareHiB HaJ3BU4aiiHO Oararto. ILle
PI3HOMaHITHI XIMIYHI PEUOBHHHU, 5IKI BUKOPUCTOBYIOTHCSI B IIPOMHUCIOBOCTI (COJIl BaXKKHUX
MeTaniB, (hopMalbJIerii, pO3YUMHHUKHN B MOOYTIi, MpeaMeTu noOyTOBOi XiMii, repOilu I,
NECTULMU, HITpaTH Tomo). CHIBHUMU MyTareHaMHu € ajKoroJib, HIKOTHH, HapKOTHUKH,
CKJIaJIHUKH TIOTIOHOBOTO JIUMY.

Jiss XIMIYHMX MyTareHiB, Ha BIIMIHY BiJl ()I3MYHHMX, OUIBLI TpUBaJa; MyTallli
3’SBISIIOTBCA HE BIJpa3y, a yepe3 MEBHUM 4Yac; MepeBa)KHO 1HAYKYIOTh T€HH1 MyTallii.
XiMI4HI MyTareHd 3/JaTHI BIUIMBAaTH Ha CHAJKOBY OCHOBY SK HpsAMO, TakK 1
OTIOCEPEIKOBAHO.

Cynepmymazcenu — 1i¢ HaWCHJIBbHIII MyTareHU. BOHM CIPUYUHIOIOTH OJHMH 1 TOM
caMuil TUI MyTalliil (eTUJI€HaMIH, IEPOKCU BOJIHIO, IMPUT TOILIO).

bionociuni mymacenu. IcHye psan oprani3miB, sKi, MPOHHKAIOUYM B OpraHizm
JOJMHU, CcTalTh kepenamu ypaxkenHs JIHK cBoro xassina. Lle Bipycu, Oakrepii,
HAWIpOCTIilll, TEIbMIHTH. YCTAHOBJIEHO, IO B PAAl BUMNAAKIB >KMBI BaKUUHHU 3
MIPUTHIYEHOIO BIPYJICHTHICTIO 37aTHI 1HAYKYBaTH MyTailii. MyTareHHi BJIacTUBOCTI MalOTh
TOKCHUHM JESKHX OpraHi3miB, OCOOJIMBO IUIICHABUX TIpuOIB, HEMaTOre€HHI BIPYCH,
aHTUO10TUKHU, TOPMOHHU (TTPUPOAHI 1 CAHTETHYHI).

Komymaecenu — ue pedyoBHMHHU, [KI HE 30aTHI OO MYTareHHOi Jii, ajne BOHHU
MOCWJTIOIOTh JIiIF0 MYyTareHHHX 4YWHHHKIB. KoMmyTarenum BBakaeThcsi Ko(deiH, sKHiA

BILJIMBA€E HA CIIOHTAHHUH Ta 1HAYKTUBHUN MyTareHes.
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Komyrarenny git0o MaioTh Jeski (apMmakosioriyHi 3aco0u  (mpoTu3amalibHi
mpenapatv, BepamaMmii  TOMO), TOKCHHH TEJIbMIHTIB, JEsSKi pPEYOBUHHU, SKi
BUKOPHUCTOBYIOTh ¥ XapuOBUX J00aBKaxX, KOCMETHII, MUITHUX 3aco0ax Tomio. HasgBHICTE y
CEpEeIOBHILI KOMYTAareHiB MOK€ MiJBUIIYBAaTH HEraTHBHI e(eKTH (PI3UYHHUX, XIMIYHHUX,
JKApChKUX Ta IHIIUX MYTareHiB, 3 SKUMU KOHTAKTY€ JIIOANHA.

Anmumymaeenu (Oucmymazeru) — pe4OBUHU, K1 3aXUINAIOTh T€HOM JIFOAUHU BiJ
Aiil MyTareHHUX YMHHUKIB, YMUM 3HIDKYIOTh 4acTOTy MyTauiid. BoHu HeWTpamizyroTh
MyTareH 1o voro peakiii 3 monekynow JIHK a6o ycyrarors ymkomxenns JIHK, mro
3YMOBIICHI MyTareHOM.

Bigomo mnonan 5000 cnomyk, y SKHX JOBEICHO AaHTUMYTAareéHHUW BILIUB.
HaiiGinpiry aHTUMyTareHHy Jil0 MawTh (-kapoTud, Bitaminu C, E, A, momideHonbHI
AHTUOKCHUJIAHTH, SIK1 MICTSIThCS B 3€JICHOMY 4ai, IJII0TaMiH, CEPOTOHIH, pEe3€epIliH, FiCTaMiH,
IJILIEpoJ, UMCTUH, IIUCTEIH Ta 1H. AHTUMYTareHH1 BJIACTUBOCTI MAlOTh CUPH, COJIOAKHI
(Gonrapcekuii) nepelib, NeTpyIIKa, OlTOKaYaHHA KalycTa Ta 1HIII, a TAaKOX Jeskl pi3nyHi
YUHHUKHA (AeHHe CBiTIIO). Jlo yHIBEpCaIbHMX AaHTUMYTAarcHiB (OJHAKOBO MPOTH il
pamiamii Ta XIMIYHHX MyTareHiB) HajeXaTh ITUCTEIH, IMCTaMiH, CEPOTOHIH, EsKi
BITAMIHH, IHTEp(EPOH, CIEPMIH Ta 1H.

6. Kom0inaTuBHA MiHauBicTh. ['eHeTMUHMI TATAP.

Komobinamuena minaugicms — HaWBaXIUBIIIE JDKEpEIo OE3MEKHOTO
BEJIMKOTO CHAaJKOBOTO PO3MAITTs, 5KE CIOCTEpIraeTbCcsl B JKUBUX OpraHi3Max.
KoMOiHaTUBHOIO HA3WBaIOTh MIHJMBICTh, SIKa 3aJICKUTh BiJ MEPEKOMOIHYBaHHS
ajieJliB y T€HOTHUIIaX HaIllaJKIB MOPIBHSIHO 3 TEHOTUIIAMU 0aThKIB, 110 MPU3BOAUTH 10
MOSIBU HOBUX O3HaK y jAited. KomOiHaTMBHA MIHJMBICTh CHpPUSE OUIBIIIN
MIPUCTOCOBAHOCTI 10 MIHJMBUX YMOB CEpEIOBMIIA, MIABUINY€E BUKHBAaHHS BHIY.
Bunukae npu crateBoMy pO3MHOXKEHHI.

Mexanizmu 6UHUKHEHHS KOMOITHAMUBHOI MIHIUBOCMI:

1.  Hesanexxde po3XOJDKEHHS KOXXHOI Mapu TOMOJIOTIYHHX XPOMOCOM TIiJ] Hac
Meno3y .
2.  He3zanexHe po3XOMKEHHS XpOMATH]I M1 9ac Meio3y II.
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3.  PexomOiHarii reHiB 3aBsKU KPOCUHTOBEPY, SIKUHM BIOYBa€ThCs B Meio31 1.

4.  BunaakoBe MO€THAHHS TaMeET i Yac 3arJliTHEHHS.

[Ipy npoMy caMi T€HU HE 3MIHIOIOTHCS, aje T'€HOTUIHU 1 (DEHOTHIM HAIAJKIB Y
KO)KHOMY TOKOJIHHI pi3Hi. OCKUIBKU BCI TAMETH TEHETUYHO YHIKaIbHI, TO ¥ 3UTOTH, SKi
YTBOPIOIOTHCA TPH 3aIUTiAHEHHI, OyJIyTh TaKOXX T'€HETHYHO YHIKaJIbHI. TOMYy 3 KOXHOI
T€HETUYHO YHIKQJIbHOI 3UTOTH PO3BUBAETHCS T'€HETUYHO YHIKaJIbHA OCOOUCTICTh. Takum
YHMHOM, KOMOIHATHBHAa MIHJIMBICTh 3a0e3ledye YTBOPEHHs HOBUX KOMOIHAIll TEHiB,
IHIWBIAYaJIbHICTh Ta YHIKQJIBHICT, TeHOTHNIB (mronei). Tomy B omHii ciM’i BCl AITH
pI3HI.

KomMOiHaTvBHA MIHJIMBICThH CHpUs€ OUIBIIIA MPUCTOCOBAHOCTI 10 MIHIMBUX YMOB
CepEeIOBUILA, MMi/IBUILY€ BUKUBAHHS BUIY 1 Ma€ aJaiTUBHE 3HAUECHHS.

I'enemuunuit mazap. BinoMo, 1m0 BeJlMKa KUIBKICTh XPOHIYHUX 3aXBOPIOBaHb
JIOAVHU € PE3yJbTaTOM MPOSIBY T€HETUYHOrO Tsrapa, pU3MK iX PO3BUTKY MOXE OyTH
BHU3HAUEHUH 33J10Br0 JJO HAPOHKEHHS JUTHHU.

I'enemuynuti mseap — 1€ 4aCTUHA CHAJAKOBOI MIHJIMBOCTI MOMYJIALIL, IKa BU3HAYAE
NOSIBY OpraHi3MiB 31 3HIKEHUMH IPUCTOCYBaJbHUMH oO3HakamMu. Il reHeTmyHuM
TArapeM MOMyJislii Po3yMilOTh HAKOMUYEHHS MYTallid y reHOMI momyJssiiii (Jiroaen), sKi
MIPU3BOJISATH J0 MPOSIBIB PI3HUX (DOPM CIAJKOBOI MATOJOTII.

['eneTnunumii TATap BKJIIOYAE, 3 OAHOTO OOKY, MATOJIOTIYHI T'€HHI MYTaIlii, siki Oyu
yCrajgKoBaHi BiJ OaTbKiB 1 MpalaThbKiB, — cecpezayiiinuil mseap, SKIIO y XBOpobOax
MIPOSIBIISIIOTBCS PEIIECUBHI a00 HeJeTalbHI JOMIHAHTHI MyTarllii reHiB. 3 1HIIOrO OOKY,
MEBHY YACTHHY I[bOTO TSrapsi CTAHOBJIATh HOBI F€HHI MyTalii (BHACIIIOK MyTareHHOIrO
BIUTMBY HaBKOJIMITHBOTO CEpeoBHINA). BOHM HE MPOCHIAKOBYIOTHCS y BHUCXITHHUX
MTOKOJIIHHSX 1 CTAHOBJISITh MYMAYIUHUL 2eHeMUYHUL mseap.

KoxxHa monrHa € HocieM ik MiHIMyM 10-12 npuxoBaHUX MyTaiii, MKIJJIUBUX AJIs
3nopoB’sa. B nimomy, A. Kuyacon (1986) BcraHoBHB, MO KOE(IIIEHT MOCTHATAIHHOTO
reHeTUYHOro Tsrapsi ctaHoBUTh 0,2, To0TO Yy 20% uieHiB momysLii iCHy€e BIpOT1IHICTb

PO3BUTKY CITAIKOBHUX 3aXBOPIOBAHD.
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['eHetnynuii TArap COPUYMHIOE OE3IUIIAHICT 1 CHOHTAaHHI BHUKHIHI Ta
MEPTBOHAPO/HKECHHS, MPUPOKEHI BaJd PO3BUTKY, PO3YMOBY BIACTaNicTh. BiH Bu3Hayae
PU3UK IeMOJIITUYHOT XBOPOOHW HOBOHAPOKEHUX, MPOSIB HECYMICHOCTI Matepi 1 Iiojaa 3a
HU3KOIO aHTUTEHIB.

Tuck aHTPONOreHHMX YMHHHUKIB CEpEeIOBUINA, 3MIHM B MIKpPOCBITI OakTepiil i
BIPYCIB 3YMOBIIOIOTh YIIKOJKEHHS T€HOTUITHUX CTPYKTyp. HakomuueHHs ix B ymMoBax
3HIDKCHHSI i TPUPOTHOTO J000py, IO BIAOYBAEThCS B TOETHAHHI TEHETHYHUMU
NEPETBOPEHHSAMH B TMOMYJSIISAX, CIPUYMHIOE 3HIKEHHS aJallliiHUX MOKIUBOCTEH,
npuckopioe crapinus, manaemii (CHIJl, aTtumoBy mMHEBMOHIIO TOIIO), MOPYIICHHS
BIITBOPEHHS MOMYJIALII. Y ce 1€ 3yMOBIIOE OOIPYHTOBaHE XBUJIKOBAHHS, OCKIJIbKH, 3T1HO
3 KOHLEIUIE TeHeTuyHoro Tsraps I. Menepa, iCHye MOXIMBICT HEOE3NEKH

BHUPO/KCHHSA JIFOJJWHU SIK BUOY.

Humannsa ona camoKkoHmponio:

1. MIHIUBICTh OPraHi3MiB, ii BUJH Ta 3HAUECHHS.

2. Ponb criankoBOCTI ¥ cepeoBuIla B MIHJIMBOCTI O3HAK Ta BUHUKHECHHI1
3aXBOPIOBAHb.

3. Mopaudikamiitna mianuBicTe. Hopma peakii. deHokorii, MexaHi3M ix
BUHUKHEHHS.

4, ['eHOTHITHA MIHJIUBICTD, i OPMHU Ta 3HAYEHHS.

5 Myrartii, sk €T10JOTIYHMN YMHHUK. Buau MyTartii.

6 MyrTartiitHa MIHJIUBICTb.

7. Myrarenes 1 penapauis JJHK. Myrarenu.

8 Kom0iHaTtvBHA MIHJIUBICTb.

9 ['eneTnunuii Tarap.

10. T'enermuna HeOe3neka BHACTIIOK 3a0pyAHEHHS] HABKOJIHUIIIHBOTO
CEpEeIOBHUIIA MyTareHaAMHU.

11.  Exomoriuni Ta Mmeauko-6iosoriuni Hacaiaku aBapii Ha YAEC. MyrtanTu.
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CIHAAKOBICTDB I ITATOJIOT'TA

CragkoBi XBOpoOU, IXHE BU3HAUCHHS, TPUUMNHU TOSABH Ta KJIacH(iKallis.
MonoreHnH1 (MOJEKYISPHI) 3aXBOPIOBAHHSI.

XpOMOCOMHI 3aXBOPIOBaHHS.

> w e

MynpsTudakropiaibHi 3aXBOPIOBaHHS (TIOJIT€HHI 3aXBOPIOBAHHS 31 CIIaJKOBOIO
CXHWJIBHICTIO).

5. I'enetnyni xBopoOM CcOMaTHYHUX KITHH (OHKOJOTIYHI, HOBOYTBOPCHHS).
XBOpOOU T€HETUYHOT HECYMICHOCTI MaTepi Ta IIoja.

6. ['eHeTM4HA reTepOreHHICTh CMAJKOBUX 3aXBOPIOBaHb. [ eHOKOMI].

1. CnaakoBi XBOpoOH, iXHE BU3HAYEHHS, IPUYUHU NMOSIBY Ta Kjacudikamis.

HuHimmHsS MenuuuHa IPYHTYETHCS Ha MOJEKYJSAPHO-OIONOTIYHUX Ta T€HETUYHHX
3HaHHsIX. OTKe, KIHIYHA TeHEeTHKa HalOyBae Jefani OuIbIIOro 3HaueHHs. BoHa BuBYae
Oprafizaililo CHaJKOBUX CTPYKTYp JIOAWHH, iXHE (YHKIIOHYBaHHS B HOpMI H 3a
HAsBHOCTI TMAaTOJOrii, po3po0isie METOAW IarHOCTUKH, NPO(MUIAKTHKK ¢ JIKyBaHHS
CIa/IKOBOI MMATOJIOT], a TAKOX BU3HAYAE MPOTHO3 JUIsI HAIIAIKIB.

Jlo cnaakoBOi1 MaTOJIOTIT HajeXaTh T€HHI, a00 MOHOT€HHi, XBOpPOOM — 3a JaHUMU
BOO3 ixHs yacToTa B MOMyJIsLli CTAHOBUTH 3%; XpPOMOCOMHI XBOpOOH, a00 CUHJIPOMHU —
1%; mpupoxeHi Baau po3BUTKY — 3%. [lo 1i€i rpynu Hajexarb 1 MyJabTU(hAKTOPIaIbHI
XBOPOOM — XBOpOOM 31 CMAJKOBOK CXWJIBHICTIO (BOHM CTaHOBIATH 92-93% ycix
XpOHIYHUX HEIH(PEKIIMHUX 3aXBOPIOBaHb). AHai3 3arajbHOi AUTSIY0I CMEPTHOCTI JITEH
BIKOM JI0 5 POKIB CBITUUTh, 1110 TE€HETUYHI MPUINHU CMEPTI CTaHOBIATH 48-60%, TOOTO 11€
KO’KHA JIpyTa IoMepJia AUTHHA.

CrankoBa matojioris Mae JAesiKi crhenu(iyHl XapaKTepUCTUKH, cepell SIKUX Ha
NEPIINI TUTaH BUXOIAThH TaKi:

- CIMEWHHUIA XapaKTep 3aXBOPIOBAHHS;

- TIOBCIOJIHA TIOTIUPEHICTH;

- TSOKKUA XPOHIYHMM MpOrpajleHTHUN peleauBHUNA Tepedir 1 3allydeHHs [0

MATOJIOTIYHOTO MPOLIECY KITBKOX CUCTEM OpPraHi3My;
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- CHaJKOBI XBOPOOU MOXYTb BUSABIISATUCS CIEUU(DIYHUM CUMITOMOKOMIUIEKCOM Y
Oyab-IKOMY BIIll — YK€ MiJ Yac HAPOJKEHHS TUTHHH, B IOHAIKOMY, 3pLIOMY 1
HaBITh B TOXUIIOMY;

- HEYITKO BHU3HAYCHHUU XapakTep yCMaakyBaHHS (KpIM MOHOT€HHHX) abo He

yCHaJIKyBaHHS;

- BUP@KCHUH KIIHIYHUN Ta TCHETUYHUHN TOIIMOP(DI3M;

- TPUPOJKEHI BaJy 1 HE3HAYHI1 aHOMaTii PO3BUTKY;

- 3aTpuMKa (I3UYHOr0, TICUXIYHOTO PO3BHUTKY, BHpPaX€Ha HEBPOJIOTIYHA

CUMIITOMAaTHKA (OLIBIIICTH XPOMOCOMHHX 1 MOHOT€HHUX XBOPO0);
- MOpPYUIEHW CTAaTeBHM PO3BUTOK Ta PENpOAyKTHUBHA (YHKIIS (XPOMOCOMHI
XBOPOOH);

- 3HWKCHHSI TPUBAJIOCTI KHUTTA 1 3pOCTaHHS CMEPTHOCTI XBOPUX;

- PE3UCTEHTHICTH JI0 HAUTOIIMPEHIIINX METO/IIB Teparii.

HaBeneni mNOKa3HMKM CBiAYaTh PO BEIMYE3HE COLIAJIbHE 3HAYEHHS PaHHBOI
JIarHOCTUKHU CIaJKOBOi matojiorii. TyT MaroTh 3HAUCHHSI HE JIMILE MONIMPEHHS XBOPOO,
4yacTl BUIIAJIKK JIETAJILHOCTI CEpell XBOPUX, a W TpuBaja ixXHS TroOCHiTami3alis, a B
MOJANBIIOMY — IHBAJIIJHICTh 1 cCoOLliayibHAa aucagantaiis. Tpeda cka3zaTd Npo BHUCOKY
BAPTICTh JIarHOCTUKU ¥ JIIKYBaHHS TaKUX 3aXBOPIOBaHb. KpiM TOro, B MOMYJIAIIT JTIOUHU
CIIOCTEPITaeThCs TEHACHITIS 10 301IbIIIEHHS TEHETUYHOTO TATapPA.

VY cBiti HamuyeThesi moHaa 200 MITH. reTepOo3UroTHUX HOCIIB reMOIIo0i1HOMATIHI,
5% HociiB reHa mykoBiciumo3y; 10 30% HOCIIB TeHIB MPUPOKEHOTO TIMOTHPEO3Y 1
XBOPOO XpPOMOCOMHOI HECTaO1IbHOCTI; 2% HOCIIB Ie€HIB apeHOreHITAIbHOIO CUHIAPOMY 1
(deHkeToHypli. MuMOBUIBbHI BUKUAHI Y 70% BUNAAKIB BIIOYBAalOThCA B paHHI TEPMIHU
BariTHOCTI, 35% — y mi3HiMI TepMiHd, 6% MEPTBOHAPOHKEHUX 3YMOBIECHUX T€HETUIYHUMU
npuyruHaMu. 3aru0esuito 3apojika 3akiHuyroThest 60-70% 3auaTs.

Koxna penHoTnnoBo 310poBa JroanHa — HOCIH SIK MiHIMYM 8-12 MyTaHTHUX T'€HIB,
0 € TSOKKMM TeHeTWYHHM TarapeM. (s Toro, mo0® JuUTHHA HapOAWIach 370POBOIO,
MOTpiOHO, 00 BOHA OTpHUMAaJia BiJl MaTepl 370pOBY (HE3MIHEHY) CHAJKOBICTh (Fe€HH) Ta

PO3BHUTOK I_[i€'1' JUTHHHA BiI[6YBaBC$I B OIITUMAJIBHUX YMOBAX HABKOJIMIIHBOT'O CCPCIOBHIIIA.
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S0 cnaakoBiCTh 3MiHEHa a00 HeOe3MeuHe HABKOJMIIHE CEPEIOBHILE, TO BIIOYBAETHCS
PO3BUTOK XBOPOOHU.

VYc¢i BiioMi B CBITI 3aXBOPIOBAHHS MOISIOTHCS Ha!

1) HaOyTi, 3yMOBJICHI YMHHUKAMH HaBKOJMIIHHOTO CEPENOBHINA (YMHHUKU
PHU3HKY): TpaBMHM, OITIKH, BIIMOPOXKEHHS; 1H(EKIIIHI XBOPOOH; XBOpOOH
BiJl TOKCHYHHUX PEUYOBUH Ta OHKOJIOTIYHI;

2) CHAJKOBI, CHPUYMHEH] TMATOJIOTIYHOIO CIIaIKOBICTIO, OJEP’KAHOIO BiJ
OatpkiB  (MyTamii): remodulis, TOJAAKTWIISA, XBopoba  JlayHa,
(beHIIKeTOHYpis TOIIO;

3) MyJIbTU(AKTOPIAJIbHI 3aXBOPIOBAHHS 31 CHAJAKOBOIO CXUJIBHICTIO, Y T€HE31
SAKUX TIOEHYETHCSI B3A€EMOJIIA CHAJKOBUX 1 YHHHHUKIB CEpelIOBHUIIA:
LyKpPOBHM [11a0eT, OpoHxXlalbHA acTMa, pPi3HI TUOM ajeprii, BUpa3KoBa
XBOp00a MUTYHKA 1 JIBAHAISTUIIANO! KAIIIKA TOIIIO.

Cnaokosumu HaA3uearwmMsv Xe0poodu, €TI0JOTTYHUMUA YUHHUKAMU SAKUX € MyTallii, 1110
MOPYIIYIOTh KUTTEBO BAXJIMBI (YHKIII OpraHi3My 1 CHPUYUHSIOTH 3aXBOPIOBAHHS.
CriazikoBi XBOpoOM BUHUKAIOTh BHACIIIOK 3MIH CHAJKOBOTO amapary KIITHHU (MyTarliil),
K1 BUKJIUKAIOTHCA MPOMEHEBOIO a00 TEIJIOBOIO €HEPTIEI0, XIMIYHUMU PEYOBHHAMHM Ta
OiosmoriunuMu  Qaktopamu (BIpyCH, MITPyIOYl €JIEMEHTH, HUBl BAaKIMHU, TOKCHUHU
reJIbMIHTH Ta 1H.). 7 crmagkoBUX XBOpOO MATOJIOTIYHA i MyTallii SIK €Ti0JOT14HOTO
YUHHUKA HE 3aJIeKUTh Bij cepenoBuina. OCTaHHE MOXKE TUIbKU 3MIHIOBATH BUPAXKEHICTh
CUMIOTOMIB XBOpoOHW. Jlo 1i€i rpymu BITHOCSATHCS BCl XPOMOCOMHI 1 TE€HHI XBOPOOH
(xBopoOa /layna, remodumisi, (HEHUIKETOHYpIS TOIIO), SIKI MOXYTb HPOSIBISTHCS B Oy/b-
SAKOMY BILIL.

VY 3B’s3Ky 31 CKJIQIHOIO IPUPOIOI0 € JEKUIbKa BapiaHTIB Kiacu(ikarlii crajakoBUX
XBOpOO 3 TN€HETMYHOI Ta KJIIHIYHOI TOYOK 30py. [IpsiMe BigHOIIEHHS 10 Kiacudikaiii
CHAJKOBUX XBOPOO Ma€ TEPMIHOJOTIS, SIKA BUKOPHCTOBYETHCS B MEIWYHIN JiTEpaTypi.
Cning mam’siTaTd, 1O CHAJKOBI 3aXBOPIOBAHHS BUABIISIOTHCS B PI3HOMY BiIi: Tij dac
HapoJKEHHs (BOBYA Mailia, CIinoTa, NOJIJaKTWiig, XBopoOa [layHa); B nuTadomy BiLl —

10-12 pokiB (arakcis @peitapixa, mionatis J[romeHa, MyKoBiCIII03); B 3piioMy Bitli — 20-
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30 pokiB (Mo30ukoBa Takcisg) 1 micas 30 pokiB (xopes ['@HTIHITOHA); B MOXWJIOMY BIIlI
(xBopoOa AmbIrreitmepa).

TepMmin “cnaodxosi xéopoou’ HeaneKBaTHUM TEPMIHY ‘‘6podaiceni xeopoou”. Ilin
BPO/DKEHUMH XBOpOOaMU, abo npupoodiceHumu, po3yMitOTh TaKi CTaHH, SIK1 ICHYIOTh YXKe
IpU HApPOHKEH1 TUTUHHU. BpokeHi XBOpoOM MOXKYTh OyTH OOyMOBJIEHI CHAJKOBUMHU Ta
HEeCIaJKOBUMU (akTopamMu (BHACTIOK MOpYIIEHHS eMOpioreHesy). Jlo ocTaHHIX
BITHOCSTBHCSI BCl BPO/DKEHI Baju, SKI BHHHMKJIM B PE3yJbTaTi TEPATOr€HHOTO BIUIUBY
30BHINIHIX ()aKTOPiB, BpoKeH1 iHPekIii (cudiiic, KpacHyXa 1 1H.) Ta 1HO/II € TEHOKOIISIMHU
CIaJKOBUX BaJ PO3BUTKY. B TO# ke 9ac He BCi CMaaKOBI XBOpOOH € BpOKCHUMU (0115
50%) 1 BUABISIOTBCA BiApa3y MiciAs HapokeHHA. J[lyxe Oararo 3axBOpIOBaHb
BUSBJISIIOTHCS B OUIBIII IMTI3HHOMY BiITl.

TepMmin “cimetini x6opoou’ TakoX HE € CHHOHIMOM TEPMIHY “‘CIaJKOB1 XBOpOOHU.
CimeitHi xBOpoOH, ab0O pOJWHHI, MOXYTb OYTH CHAAKOBUMU 1 HECIMAJKOBUMH.
3aXBOPIOBAHHS 3YCTPIUAEThCA CEpeJl WICHIB OJHIET POJWHU, TaKe X MOHSATTS POJIUHA
BKJIIOYAE POJIUYIB BIJ ABOX JI0 JCKUIBKOX IMOKOJIHb. XBOpoOa Moxke OyTH 0OyMOBJICHA
BIUTMBOM OJIHAKOBOTO WIKIUTMBOTO (akTtopa, SKAW Jl€ B POJUHI: HENpPaBUIIbHE
XapyyBaHHs, MIOTaHE OCBITJICHHS, CUPICTh B KBapTHpi, OJHA 1 Ta X WIKAJIMBA Mpodecis
(maxTepu, TKayi), OJHAKOBI 3BMYKU Tom[0. CHaakoBi XBOpOOW YyCHAJAKOBYIOTHCS 3a
PI3HUMH TUITAMH.

HuHi icHye Tpu T kiaacudikamii crnagkoBUX XBOpoO:

1. T'enernuna kiacudikaiis — BpaxoBye Tunu ycnaakyBanus (All-, AP-, X]I-, XP- i

Y -3uerieHi XBopoomu).

2. Kniniyaa xnacudikamiss — BpaxoBye, SKHH OpraH a0o cHCTeMa VIIKOJKEHI.

(cmaakoBi XBOpOOH OMOPHO-PYXOBOTO amapary, XBOpoOU KpOBI Ta 1H.).

3. Ilatorenetnuna kiacu@ikaiisi — BpaxoOBY€ TOJOBHY TIAaTOTEHETUYHY JaHKY

(dbepMeHTOIaTIi, KOMOIHOBaHI CTaHM).

I'enemuuna knacughikauia cnaoxkosux xeopoo. B OCHOBY TeHETUYHOT
Kkiacudikaiii CrnajkoBUX XBOpPOO TMOKIAJCHUN €TIOJOTIYHUN NPUHIMUII, a camMe THUI

MyTaIlii 1 XapakTep B3aEMO/IIT 13 CEpEIOBUIIIEM.
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Bcro cniagkoBy MaTosioriro MOXHa pO3AUIUTH Ha 5 TpyI:
1) moHoreHHi, 200 MOJICKYJISIpHi, XBOPOOH;
2) XpOMOCOMHI XBOpOOH;
3) moutireHHi, abo MyJIbTH(AKTOpiaIbHI (XBOPOOH 31 CHAJIKOBOIO CXHIIBHICTIO);
4) reHeTHYHI XBOPOOU COMATUYHMX KIITHH (OHKOJIOTIYHI, HOBOYTBOPEHH);
5) xBOpoOM reHeTHYHOI HECYMICHOCTI MaTepi Ta IJ10/a 32 aHTUT€HAMHU.

Kniniuna knacugixkayia cnadkosux xeopoo.

Kminiyga kimacudikaiis CHagkoBUX XBOpOO HIYMM HE BIAPI3HIETBCA  BIJ
kiacudikaiii HecraJKoBUX XBOpOO 3a OpraHHUM, CUCTEMHUM MPUHIIUIIOM a00 3a THUIIOM
OOMIHY pEYOBHH, TOMY Jyk€ YMOBHA. OCKUIbKM CHAaJKOBI XBOpPOOM TMO€AHAHI 3a
€TIOJIOTIYHUM TPHUHIMIOM (MyTarllii), OCHOBY iX Kiacudikailii ckiajae mepin 3a BcCe
CUCTEMHUN Ta OpPraHHMM NTPHUHIMI: HEPBOBI, HEPBOBO-M S30Bl1, IICHMXiYHI, XBOpPOOHU
OTIOPHO-PYXOBOI'O arapara, IIKIpH, 3yOOIleNeImHOI CHCTeMH, KpPOBi Ta 1H. 3BICHO, TaKHM
niaxig — HeoaHo3Haunwit. Hampuknan, HelpodiOpomaTo3  (IoMiHAHTHA — MYyTallis)
3yCTpI4a€eThcsl 1 B HEHUPOXIPYpriuHUX KiiHiKax (y OUIBIIOCTI PO3BUBAIOTHCS MyXJWHU
MO3KY), 1 B IEpMATOJIOTTYHUX KJIIHIKAX, OCKUIBKH Y TaKUX XBOPUX CIIOYATKY 3 SBIISIOTHCS
CBITJIO-KOPUYHEBI BEJIMKI TUISIMU Ta HEMpo(d10poMaTo3Hi BY3JIMKHM Ha LIKIpi, Ta B KIIHIKaX
HEPBOBUX 3aXBOPIOBAHb Yy 3B’S3KYy 3 MHOOKMMH HelpodiOpomamu. XBopi 3 XOpeero
I'enTiHrTOHa €  TamieHTaMd 1 HeBpomarojora, 1  IicUxiatpa, XBopl 3
renaTOBEHTPUKYJISIPHOIO JIETEHEpaIliel0 — TeparneBTa 1 HeBpomaToJiora. IcHye HebaraTo
CHAJKOBUX XBOPOO, MPH SKUX BHOIPKOBO Ypa)Ka€eThCsl OAHA CUCTeMa. bulblIicTh TeHHUX
MyTalii, TUM OUIbIIE XPOMOCOMHI Ta TE€HOMHI, BHUKJIMKAIOTh T'E€HEpaIi30BaHe
MOIIKO/)KEHHA OyJlb-IKO1 TKaHWHUW (HANPUKIAZ, XBOPOOM CHOJIYYHOI TKAHMHH) abo
OXOIUTIOIOTH JeKUIbKa opraniB. Came ToMy 0araTo CHajKOBUX XBOPOO MPOSBISIOTHCS Y
BUIJISIAI CUHAPOMIB ab0 KOMIUIEKCY MATaJOTIYHUX O3HAK, Ha NEpIIMHA TMOIJIA He
MOB’SI3aHUX MIXK COOOI0.

Krnacudikariis cnaakoBux XBOpoO, TOB’s3aHA 3 TOPYIICHHSIM OOMIHY pPEUOBHH,
MpOBEJIEHAa 3a THUIIOM TMOIIKO/KEHHS TMEPBUHHOIO Jpkepesia oOminy. Taka OloxiMiuHa

kinacudikais HiIOU 00’ €qHy€E TEHETHIHUM 1 (Pi31070TIYHUHN (KITIHIYHUKN) Miaxig. 3a TakuM
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MPUHIIUIIOM PO3PI3HAIOTH CMIaKOBI XBOPOOU 0OMIHY BYTJIEBO/IIB, BITAMiHIB, aMIHOKUCJIOT,

JIOiAIB, MMyPUHIB 1 MIPUMIANHIB, 010CUHTE3Y TOPMOHIB Ta 1HIIII.

2. MoHoreHHi (MoJIeKyJIsIpHi) 3aXBOPIOBaHHSI.

['eHeTHYHE MOPYIUICHHS IIMX 3aXBOPIOBAaHb IMOB’SI3aHE 3 MYTALI€I0 B OJUHUYHOMY

JIOKYCl XpOMOCOMHM (MyTaIlisi OJHOTO T'eHa). MoJIeKYJISIpHI XBOpOOH TMOIIISIOTECS HAa TPU

Ipynu BIAMOBIHO TUIIAM YCIIAQJKyBaHHS:

1) ayrocomHo-nominaHTHI (AJD);

2) ayrocoMHO-periecuBHi (AP);

3) 3ueruieHi 3i cTaTTiO: X-34eruieHi qominanTHi (X/1), X-3ueruieHi penecusHi (XP), Y-

34erUieH] (ToMaHPUYHI).

3a xnacughikayicro BOO3, HalmomupeHinn  CHajkoBI XBOpoOM TOB’si3aHl 3

MOpYLIEHHSM OOMIHY PEYOBHH, MOAUIAIOTH Ha 11 rpym:

1.

3axBOpIOBaHHS, TOB’A3aHl 3  MOPYIIEHHAM OOMIHY  aMIHOKHUCIIOT:
(beH1TKEeTOHYpis, AIKANTOHYPis, allb01HI3M, XBOp00Oa, 3a SKOi ceua Mae 3amax
KJIEHOBOT'O CHPOITY, TOIIO.

3axBOpIOBaHHS, TMOB’SA3aHlI 3 TMOPYUIEHHSM BYIJIEBOJHEBOIO OOMIHY:
rajiakTo3eMis, GpyKTo3eMisi, IIIKOT€HO3H TOUIO.

3axBOpIOBaHHS, TMOB’S3aHI 3 TMOPYHIEHHSM OOMIHY JIMiAiB: XBOpoOa
Himanna-Ilika, xBopob6a I'omie, amoBpuTHYHA 1A10TISI, JEHKOAUCTPOQis
TOIIIO.

[TopymieHHs: MiHepaJbHOTO OOMIHY: TMoAarpa, MapoKCU3MaIbHUN POJAMHHHIMA
napasniy.

[TopymenHst OutipyOIHOBOrO Ta MIrMEHTHOrO OOMiHY: TinepOiunipyOiHemis
(cunapom  Kpirnepa-Hasipa), KoHCTUTyLiHA TIeYiHKOBa  AUCHYHKIIIS
(cungpom KinbOepa-MelineHnrpaxra), XpoHIUYHA 11IOMIOTUYHA >KOBTSHULIS
(cunapom  JlyOiHa-J/[>KoHCOHA), XpOHIYHA POJWHHA  HETEMOJITUYHA
XKOBTSHUIL ( cuHapoM PoTopa), mopdipii Toro.

CnaakoBi XBOpOOU EHIOKPUHHOI CHUCTEMHU: aIPEHOTCHITAIBHUN CUHIPOM,

rinoTupeos, IykpoBuii niader, cuaapom Jlopenca-Myna-bapne-binns.
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7. CmagkoBO 3yMOBJIEHI CHHIPOMH HEIOCTATHHOTO BCMOKTYBAaHHS PEYOBHUH Y
KHIIKaX: MyKOBICIIMJI03, IIeJ1aKis TOIIO.

8. CmagkoBi  XBOpoOM  CHOJydHOI ~ TKaHWHU:  CcUHIApoM  Mapdana,
MYKOTOJIICaxapu 1031, raproiiai3M TOLIO.

9. AHomautii, MoB’si3aHi 3 MOPYIIEHHSIM OOMIHY METaiB.

10.3axBoproBaHHs, $IKI XapakTepU3yIOTbCS Je(EeKTOM TpaHCHOPTY pPI3HUX
PEUOBUH.

11.3axBoproBaHHs, COPUYMHEH] aHOMalisiMu OyAoBM Ta (yHKIIT (EepMEeHTIB 1
OLJIKIB IJIA3MH.

Aymocomno-peyecusni xeopoodu. Haliniomupeniiia 1 Haiio1IbII BUBUEHA TPyNa 1UX
3aXBOPIOBAaHb — 1€ eH3umonamii (pepmenmonamii), TOOTO OPYIICHHS CTPYKTYpH OLIKIB-
(hepMeHTIB, siKi OepyTh y4yacTh B OOMiHI PI3HUX PEYOBHUH. Y pa3l €eH3UMOMATIi B OpraHizmi
HassBHUM NedIIUT KIHIEBOTO MNPOAYKTY OOMIHY BHACTIJOK HAKOMHYEHHS MPOMIKHHX
pedyoBUH. BoHM MOXyYTh OyTH HAaOYTUMH, SIKI BUHUKAIOTh YHACHIIOK TOCTPUX 1 XPOHIYHHUX
3aXBOPIOBaHb, TA CHAJKOBHMMH, 110 BHHUKAIOTh Y€pe3 MyTallli T€HIB 1 MPU3BOJATH A0
nedekTy TUX 4u 1HIMX (EepMEHTIB (3aJie)KHO BiJ TOro, sika MyTallis 1 SKOro TeHa
BUHHKJIA). BHACHIIOK 1[bOro (epMeHT ab0 3MIHIOE CBOK CTPYKTYpY 1 (DyHKIIOHAJIbHI
BJIACTUBOCTI, a00 30BCIM HE YTBOPIOETHCA, IO W MPU3BOAWUTH N0 MOPYUIEHHS OOMIHY
pedyoBuH. barato depMeHTOmaTiii 3aKiHUYEThCS JETAIBHO ab0 TSHKKOK PO3YMOBOIO 1
(h13UYHOIO 1HBAJIIIU3AIlI€I0, 1110 TIOB’A3aHO, HAcaMIepe, 3 TPYJAHOIaMU B JA1arHOCTUIN U
HEJIOCKOHAIMMH METOJaMU TTPO(PUIAKTUKY 1 JTIKYBaHHS.

Cepen xBOp0O, MOB’s3aHUX 3 MOPYLIEHHSM OOMIHY PEYOBHUH, HAWOLIBIIY TpyMHy
CTaHOBIISITh X80POOU AMIHOKUCIOMHO20 0OMiHy. Maiike BCl BOHU yCIIaaKOBYIOThCS 3a AP-
turnoM. Lle Taki mopyieHHs MeTaboIi3My aMIHOKUCIIOT: QeHinananiny ((heHIKEeTOHypis),
TUPO3UHY (TUPO3UHEMIs, AQJIbKAaNTOHYpisl), METIOHIHY (TOMOLMCTUHYpIsS), LUCTUHY
(muctunypis), Tpuntodany (xBopoba XapTHyma, TpunrodaHeMis Ta 1H.), JICUIUHY
(xBOopoOa KJIEHOBOTO CHPOITY), TICTUAUHY (TICTUAUHYPIs) Ta 1HIIMX amiHOKucHoT. Kiinika

aHomaltiii OOMiHy aMIHOKHUCJIOT PI3HOMaHITHA, ajieé Ma€ CIJIbHI PUCH:
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- Y HOBOHAPOKEHUX 3JOPOBHUI BUIJISI, ajieé paHHI O3HAKU MPOSIBISIOTHCS B MEPIIi
TOJMHH Ta MEPII JHI MICIS HAPOKEHHS;

- CUJIbHE OJIFOBaHHS;

- Maibke BCl BOHM YCHAJKOBYIOThCS 3a AP-tumom, TomMy XBOopa IUTHHA
HApOJKYETHCA Y (DEHOTHUITHO 37]0POBUX 0aThKIB, SIK1 € HOCISIMH T'€HIB;

- JIITH BIJICTAIOTh Y ICHXOMOTOPHOMY PO3BHTKY;

- y OUTBIIIOCTI XBOPUX CIIOCTEPITAETHCS TeIIaTOMETaTis;

- HEe3BUYAMHUH 3amax Mmory, cedi.

Jlo 3axBoproBaHb OOMIHY pEYOBMH HaJIe)XaTh XBOPOOHM TOPYIIECHHS: OOMIHY
gyenesoonie (rajmakrosemis, GPyKTo3eMis, TJIKOTCHO3H, JUCAXapo3Hi eHTepoIarii, XBopoda
Tes-Cakca); ob6miny ninioie (rimepiionporeinemii, cdinromimiao3u, xBopoda [ore);
Hykneinosux kuciom (cunapoM Jlema-HasHa); oOminy minepanvHux peuvosun (XBOpoOa
Binscona-KonoBanoBa); oominy eimaminie (BitamiH-D-pesucrenTHnii rimodocharemiunuit
paxiT, MerajoOJiacTU4Ha aHeMisl), O0OMiHYy 20pMOHi6é (TIMOTHPEO3, aJPEHOTCHITAIBHUN
CUHJIpOM, XBOpoOa AJITICOHa, CUHAPOM TECTUKYIISIPHOI (peMiHi3allii, IlyKPOBHii qia0eT).

I'enni xe60poou eénacniook nepeunnoi niaenomponii. 111eHO0TpONIHUM HA3UBAIOTH
T'€H, 1[0 3YMOBIIIOE MIPOSIB PI3HUX €(PEKTIB, IO HE MOXKYTh OYTH OJHO3HAYHO BUKJIMKAHI
nepBUHHO. OCHOBY TUIEHOTPOIIT CKJIaIal0Th HE MHOKHMHHI HE3aJIe)KHI TIEPBUHHI Je(EeKTH
reHa, a MepBUHHUM e(PEeKT XIMIYHOI MPUPOIHU, TKUM XapaKTePU3YEThCS PI3HOMAHITHUMU
MPOsIBAMU 3 KOPEJAIIE iX 4acToT y momyJsuii. JloBeaeHo, 1mo OUIBIIICTIO aHOMAJIbHI
TeHU TUICHOTPOINi MEepPBUHHI, T€HHI MPOJIYKTH BUKOHYIOTH BaXKIWBY POJb y PO3BUTKY
MOPYIIEHb PI3HUX (PYHKIIN TPHU BIAMNOBIAHUX 3aXBOPIOBAHHSX.

JliarHOCTUYHE 3HAYeHHsS IUICHOTpOMii MOoJsirae B TOMY, IO MPOSIB OJHOTO 13
CUMIITOMIB T€HHOI XBOPOOW BKa3y€ Ha BHUCOKY WMOBIPHICTh NMPUXOBAHUX MATOJIOTTYHHUX
3pylieHb. Tak, KOpUYHEB] MIrMEHTHI TJISIMU HABKOJIO POTa 1 B CIIM30B1MA 00OJIOHIII TYO IpH
cunapomi [lefitna-Erepca garoTh 3Mory cTBepAKyBaTH, HIO L€ KHUIIKOBa KpOBOTEYa
3yMOBJICHA TOJIMaMHU, SKI 3piJika 3a3HAIOTh 3JI0SKICHOTO Tepepo/pkeHHs. | HaBmakw,
MHOXMHHI OCT€OMH, JAEPMOIJHI KICTH 1 JIIOMH BKa3ylOTh Ha IMOJIINO3 MPU CHUHIPOMI

lMapanepa, sikuii 4acTo NEPEPOIKYETHCS B PAK.
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Cnaokoei xeopoou 3 HeeUABICHUM NEPEUHHUM OioxXimiunum Oeghexkmom. J1o 1i€i
IpyNu HaJEKUTh OUIBIIICTP MOHOTEHHUX CHAJKOBHX XBOPOO: MYKOBICHHIO3, M SI30Bi
muctpodii (Miomnarii), aXOHAPOIUIA3is Ta 1H.

Mykogicyudo3 3yCTpIUAEThCS B JIIOJICH OUTOI pacH, OJHAKOBO YPaKarOThCS OOHIIBI
CTaTl 3 HEBEJTUKOIO MEePEBarol0 XJOM4ukiB. YacTo BCTaHOBIIOETHCS KPOBHE CHOPIAHEHHS
MK poauyamMu. YCHaJKOBYETHCS 3a ayTOCOMHO-PELECMBHUM TUTIOM. Kiacugixayisa:
3mimana ¢opma (ypakeHHS JUXajbHOI 1 TpaBHOI CHCTEM); JiereHeBa (hopMma; KUIIKOBA
dbopma; miediHKoBa Gopma 3 SABUILAMH IUPO3Y, MOPTAIBLHOI TINEpTeH31i, aCIIUTy, KPOBOTECUCHO
3 IIUTyHKA 1 CTPaBOXO/IY; €IEKTPoJIiTHA (hopMa 6e3 pecripaToOpHUX 1 KAIITKOBUX MMOPYIICHb, 31
Ca0KUM 3alTlydeHHSIM MIANLUTYHKOBOI 3all03W. Y Teplill THXHI a00 Micsilli OCHOBHUM
CUMIITOMOM € Kalllejb, [0 HE MIJUIA€ThCs JIIKYBAHHIO, alleTUT JOOpUIl NpU MOTaHOMY
¢izuanoMy po3BUTKY. [TomupatoTs Ha 2-3-My MiCSIIl )KUTTSL.

Aymocomno-oominanmui  xeopoou. lle xBopoOH, sKI BHUHHKAIOTh BHACHIIOK
JOMIHAHTHUX MyTaliil B ayrocomax. OnuH 13 0aThKIB XBOPOi JUTHUHH, SIK MPABUIIO, TAKOXK
XBOpHiL. XBOp00Oa TPAIISIETHCS B KOXKHOMY MOKOJIHHI. [1aToNOruHMi TeH MpOsBISIETHCS SIK B
TOMO3UTOTHOMY (AA), Tak 1 TeTepo3UroTHOMY (Aa) cTaHi. Y TOMO3WUIOT Mepedir XBopoo
TSOKYIHU.

Cnaokogi 3axeoprosants M 8308020 i Hep8o6o-M a306020 anapamy. llporpecyroui
M’s130B1 qucTpodii, abo Miomartii, 3’ ABISIOTHCS Yepe3 TeHETUYHI MOPYIICHHS CAMHUX M SI31B.
OnHe 3 HAMMOBIPHIIIMX TOSICHEHB II€l aHOMali — TEOpPisl TE€HETUYHOTO YIIKOJKEHHS
MeMOpaH M’S30BUX KIITHH, YHACHiJOK YOTO KINTHHH HE YTPUMYIOTh Y IHUTOIUIA3MI
(epMEHTIB Ta aMIHOKUCJIOT, HEOOXIAHUX 715l CUHTE3Y OuTKa (y Mio(iOpuiax). 3a HasBHOCTI
TaKOT'0 3aXBOPIOBAHHS M SI3U MOCTYMOBO aTpO(yIOThCA, Y HUX 3HUKAIOTh pedIiekcii.

Po3pizHstoTh Jekiabka KIHIYHUX (DOpM CIAJKOBUX M SI30BUX XBOPOO: Ta30BO-
miedoBa (toHanpka), Epba-Pora (3’sBnsiethest y Bimi 10-12 pokiB), niceBnorinepTpodivHa
mionaris [romena (3’sBisieTbes y Bimi 4-6 POKiB, TINEPTPODYIOTHCS JIMTKOBI M’S3H,
YCTIaJKOBYIOTECSI 34YEIIEHO 3 X-XpoMocomoro). OKpiM TOro, 10 HEKJIIHIYHHUX XBOPOO
BITHOCATHCS: MIOTOHISI ToMcoHa (MOPYILIEHHS PYyXiB, XapaKTEPU3YEThCS YTPYAHEHUM

po3ciabiieHHsIM  M’SI31B TICJIA  1X CKOPOYEHHsS BHACHIJIOK TOPYIIEHHS CHUHTE3Y
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aleTUIIXOJIHY), MioTOHIg OrneifHreiiMa (roctpa rinoToHiss M’si3iB 6e3 atpodii), miacTeHis
(HEpBOBO-M’5I30BE 3aXBOPIOBAHHS; XapaKTEPU3YEThCS M’ SA30BOIO CIAOKICTIO 1 MIIBUIIICHOIO
CTOMJIIOBaHICTIO. [0 cHajkoBO-IeTreHepaTUBHUX 3aXBOPIOBaHb HEPBOBOI  CHUCTEMHU
BIZTHOCSIThCA Taki XBOpOOH: xopes [ eHTIHITOHa, MO30YKOBAa aTaKCisl TOIIIO.

Cnaokoei 3axe0pio6anHsa ONOPHO-PYX06020 ANAPAMY:

- nonioakmuiis — CTYMHb BUPAKEHOCTI O3HAKU MOYKE BapilOBATH: IIICTh MAJIbIIIB
MOJKe OyTH Ha BCIX KIHITIBKaX a00 TLTBKH HA OJIHIH, HA IBOX, HA TPHOX;

- XOHOpoOucmpo@hisi (axoHOpONIACMUYHA KAPIUKOBICMb) — TIOPYHIEHHS POCTY
emidizapHUX XPSAIIB TPyOUaCTHX KICTOK, MedopMallis OCHOBU Yeperna i HOCOBHX
KICTOK (MpU3BOAMTH 10 (DOpMYBaHHS HEMPONOPLIMHO KOPOTKMX KIHILIBOK 32
HOPMAJIBHUX PO3MIPIB TyJyOa il HEMPOMOPIIHO BeMMKoi roioBu). OcTeoreHes —
pICT TpyOYACTUX KICTOK y JIOBXKHHY 3aJIMILAETHCSI HOPMAJIbHUM, & B TOBILMHY 3a
PaxyHOK IEpIOCTy 1 KICTKOBOTO MO3KY — P13KO OOMEXXEHHUM; KICTKU TOHKI, i HaBITh
HE3HAYHI TPAaBMHU MIPU3BOJIATH JI0 TIEPEIOMIB;

- cunopom Mapgana — BHUCOKHHA 3pICT TpPH BIAHOCHO KOPOTKOMY TYIyOl,
HEMPOMOPIIHO JIOBI KIHIIBKK (JOBrl ''mayblil MaByKa'), apaxHOJAKTHIIA,
po3Max pyK MEpeBUIIy€E JOBXKHUHY TUIa, aCTEHIYHA Oy10Ba Tijla, MiIBUBUX 1 BUBUX
KPUINTAINKA, BIAMIAPYBAHHS CITKIBKH, MIOMIs, PI3HOMAHITHI BUIM TPUXK, BY3bKE
00MYYsl 3 TOJIOBKEHWM BHCTYIAIOUUM HOCOM, JIHKOMOaiOHa (opma rpyzaei,
aHeBpHU3Ma AaOpPTH, YAaCTO CKOJIO3, Kio3, TiNeppyxJiMBICTh  CYIJIOOIB,
KJTUIIIOHOTICTh, TITAHTU3M, TICUX14YHA HECTIMKICTh. BHuCOKa EHETPaHTHICTH 1 pi3HA
€KCIIPECUBHICTB;

- xopesi I'enminrmona — 3aXBOPIOBaHHS MPU3BOJIUTH O HEOOOPOTHOI Aerpaaailii
MO3KYy; CIOCTEpITalOThCSl TIMEPKIHE3W KIHINBOK, Tyiay0a ¥ oOmmuds, sKi
MOCWIIOIOTBCS 1] Yac ChpoO 3IMCHUTH CIPSMOBaHY [0, HEBIEBHEHA XOja,
MOBa YyCKJIAJHEHA; TMOYAaTOK 3axBoproBaHHI — 35-40 pokiB, BHCOKa
MIEHETPAHTHICTD;

- cunopom Moppuca — XapaKTepU3yeEThCS CAAKOBOK HEUYTTEBICTIO eprudepitHux

TKaHWH JI0 MACKYJIIHHOI i1 Y0JI0BIYOT0 TOPMOHY CIM STHUKIB. Y Cl KIIITUHH TaKOTO
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eMOpioHa MarOTh CTaTeBl XpOMOCOMH X Ta Y, 3apPO/IOK PO3BHBAETHCS B ">KIHOUMIA
01K"; HapOMKY€ETHCS TICEBAOTEpMAPPOIUT, SIKUI Ma€e YOJOBIYMI CTaTeBHl HaOIp
XpOMOCOM, OJIHAK BUTJIAJIAE K JIIBUMHKA.

Xeopoou, 3uenneni 3i cmammio. IIpukiagoM CriaKoBOTO 3aXBOPIOBaHHS KPOBI, SKE
34eIjIeHE 31 CTaTTIO, € 2emoghinisa. KimiHIYHO reModiIisi MOKe BUSBIIATUCS TO-PI3HOMY — BiJT
HE3HAYHUX KPOBOBUJIMBIB JI0 CHJIBHUX KPOBOTE€Y. 3aXBOPIOBAHHS IOB’s3aHI 3 PI3KUM
3HMKCHHSIM 3TOPTaHHA KpOBI uepe3 MOPYIICHHS Oyb-sKOi JIaHKA IIbOTO CKJIAJHOTO
nporecy. 'emodinis Moxke po3BUBATUCS BHACHIIOK HECTadl aHTUTeMOMUILHOTO TJI00YJIiHY,
nedimury VI  daktopa 3ropranHs KpoBi (remodimiss A), HecTadi IUIa3MOBOTO
TPOMOOIIJIACTUHOBOIO KOMIOHEHTa, aediuuty IX ¢akropa (remodunis B) ta gedimury XI
¢dakropa (remodimist C). g 3aXxBOproBaHHS XapaKTepHUN T€MaTOMHMI TUIT KpOBOTEY. 3a
HAsIBHOCTI reMO(UTiT peLieCHBHUI T'€H JIEKUTh Y HETOMOJIOTTYHUI AUISHII X-XPOMOCOMHU 1 €
pPEIECUBHUM, TOMY Ha TeMO(UIII0 YacTille XBOPIIOTh YOJIOBIKH, a MEPEaroTh ii >KIHKU.
XBopoOa mepenaerbcs BiA JiAa O OHyKa uyepe3 Maibke 3J0poBY aouky-Hocis. Lle X-
34YEIUICHUH pEeCUBHUI aHOMAJIbHUM T'€H, SIKUI MPOSIBIIIETHCS (PEHOTUITHO Y YOJIOBIKIB.

Janvmonizm — HaWNOLIMpEHIIIE 3aXBOPIOBAHHS, IO YCNAIKOBYETbCA 3a X-
XpOMOCOMOIO, MYTallisi TeHa MPHU3BOIUTH 1O TMOPYIICHHS KOJIpHOTO 30py. XBOpobOa
XapaKTepU3y€eThCsl MOPYLIEHHSIM CHOpUNMaHHSA YEpBOHOIO ¥ 3€JIEHOro  KOJbOPIB.
VYcnankoByerbest 3a XP-tumom, momioHo m0 remodumi. PospizHsiore Kimbka Gopm
JTaIbTOHI3MY:

- JICUTEpOHOMIsT — YaCTKOBAa aHOMAJIsl CIIPUHHSATTS 3€JIEHOrO KOJbOpYy (TUTyTaroTh

3€JICHUH KOJIIp 13 CIPUM, 5KOBTUM 1 TEMHO-YEPBOHHUM);

- MPOTaKOMisl — aHOMAJISl CHOPUHHATTS YEPBOHOTO KOJHOPY (TUIyTarOTh YEPBOHUI

KOJIIp 13 CIpUM, KOBTHM 1 TEMHO-3€JICHUM ).

3. XpoMOCOMHi 3aXBOPIOBAHHSI.

Cepen craKOBHX MATOJOTI XPOMOCOMHI XBOPOOW (CHHIPOMH) CTAaHOBJIATH Maike
25%. Taxki xBOpoOU MOKYTh OyTH CIIPUYUHEH1 XPOMOCOMHUMH MYTAITISIMH, SIK1 TIPU3BOJISATh
70 TIOPYLIEHHSI CTPYKTYPU XPOMOCOM (XPOMOCOMH1) 200 KUIBKOCTI XpOMOCOM (T€HOMHI).

XpoMOCOMHA IaTOJOTIS  3/1eOLIBIIION0 HEBHIIKOBHA. BOHAa MNPU3BOIUTH 10 TSKKHAX
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KIIIHIYHUX MHOXXHHHUX YpaXeHb, TAKHX, K MPUPOJHKEHI Bal PO3BUTKY PI3HUX OpPTaHiB 1
cucTeM, OE3IUTIHICTh, HE BHUHOIIYBAaHHS BariTHOCTI, PO3yMOBa BIJACTAJICTh, BHUCOKHMA
BIJICOTOK CMEPTHOCTI.

Kniniuna kapTuHa pi3HUX XPOMOCOMHHX XBOPOO: 3aTPUMKa TICUXIYHOTO 1 (PI3UIHOTO
PO3BUTKY, UYEPEMHO-JUIEBa TUCTPOdisi, BaAu CEpls, YIIKOKEHHS CEYOBOi, CTATEBOi 1
HEPBOBOI CHCTEM, TOMY XPOMOCOMHI XBOpOOM Ha3WBaIOTh cuHopomamu. PizH1 dopmu
CHAIKOBUX CHHJPOMIB PpO3PI3HSAIOTH, TOJIOBHUM YHHOM, 3a THM, SIK TOETHYIOTHCS
NpUPOJIKEHI BaJiv, a HE OKpeMi crnenrdiuHi Baau. 3HaUHA YaCTHHA XPOMOCOMHHUX XBOPOO
eNIMIHY€ETHCS Ha PAHHIX €Tarmax eMOpioreHesy.

Tak, ertionoris OmM3pK0 55% MHMOBUILHMX BHKHIHIB ITOB’SI3aHA 3 aHOMAIIISIMH
xpomocoM. 1o HapoKeHHS JOXOAUTh JIMIIEe YacTUHA IIMX XBOP0O. OHAK YacTOTa HABITh
1[l€1 YaCTUHU BpaXkae: ojHa nuTuHA 13 150 HapoKEeHUX Mae XpOMOCOMHI XBOopoou. 25%
JKKOBOTO (DOHIY BCHOTO CBITY 3aliMalOTh XBOpl Ha XPOMOCOMHI XBopobOu. Yacrtora
XPOMOCOMHHMX aHOMAJIM cepes MEpTBOHApOMKEHUX csarae 6-7%. XpoMOCOMHI XBOpoOH
3a3BUYail HE YCHAJKOBYIOTbCSA, TOOTO BiJ OAaThbKiB HE mepenaroTbes MiTsaM. Kapiotunu
0aTbKIB TAaKUX XBOPHUX 3a3BUYail HOPMaJIbHI. AHOMAJIi XpOMOCOM 3’ SIBJISIFOTHCSI B CTaTEBUX
KJIITUHAX (rameTax) 3a neBHux nopyuieHs mia yac I 1 Il moainiB meiiosy. I sikiio ymkompkeHa
KJIITUHA OpaTiMe y4acTh y 3arlliTHEHH], TO AUTUHA Oyze XBOPOr0. TakuM YHMHOM, OlIBIIICTh
XPOMOCOMHHX XBOpOO — HACIIJIOK MyTaIlii B CTaTeBUX KIITHHAX OaThKiB a00 Ha MEpIIUX
CTaisIX JPOOJICHHS 3UTOTH.

Myrtanii B raMmerax MNpHU3BOAATH JO PO3BUTKY NOBHHMX ¢opMm, a MyTalii, II0
3’SBISIIOTECS HA PAHHIX CTaAisIX PO3BUTKY €MOpioHa (0coOJMBO Ha cTafii JapoOJieHHS
3Ur0TH), YTBOPIOIOTH MO3aiyHUM opranizm. Mo3aiuHi popmMu XpOMOCOMHHX XBOPOO MarOTh
aermmid nepedir. MoXIJIMBO, UM 1 TOSCHIOETbCS HAsSBHICTH HOPMAJIBHHMX KJIITHH, SKi
KOMIICHCYIOTh TeHETHYHHIA AUcOaaHC.

Xpomocommi x60podu Maroms 3a2atbHi KIIHIYHI NPOSAGU:

- YepEMHO-JIUIIBOB1 TUCTPODIi;

- BPOJIKEHI1 BaJii pPO3BUTKY BHYTPIILIHIX OpraHiB,;

- IOPYLUEHHS POCTY 1 PO3BUTKY;
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- 3aTPUMKA TICHXOMOTOPHOTO PO3BUTKY;

- IOPYIICHHS (PYHKILI1H HEPBOBOI Ta €HJOKPHUHHOT CUCTEM.

AHoOMaIi1, MoB’s3aHi 3 MOPYIICHHSIM ayTOCOM, MalOTh TSHKUMH NepeOir, HiXK aHOMaJTIi,
OB’ s13aHi 31 CTAaTEeBUMH XpoMocoMaMu. [le BUSBISEThCS Hacammepe y TOMY, IO 1HTEJIEKT
3a TakuX XBOpOO ypaxyeTbcsi 3HA4HO Ouibline. [loB’s3aHO 1€ 3 PI3HOI TE€HETHUYHOIO
aKTUBHICTIO XPOMOCOM: Y-XpOMOCOMa HeCe MaJlo T'eHiB, a OJiHa 13 X-XpOMOCOM Y >KIHOK
nepe0yBae B HEAKTUBHOMY CTaHi.

Emionociunumu yunnuxamu XpoMOCOMHOI MATOJIOTIi € BCl BHUAM XPOMOCOMHHX
MyTarii 1 Jaeski MyTarlii TeHOMIB. Y JIFOAWHHM BUSBICHO — 3 THNHM MYyTalllii TEHOMIB:
TeTpaIvIoiis, TpUIUIoidisa 1 aneymioigis. 1o cTocyeTbcsi XpOMOCOMHUX MYTalllid, TO Y
JIOJIMHU BUSIBIIEH] BCl 1X TUOM (Aenenii, Ayrutikaiii, iHBepcCii, TpaHCIOKailii). 3 KIiHIKO-
LUTOT€HETUYHOI TOYKH 30py Oeneyis B OJHIA 3 TOMOJIOTIYHMX XPOMOCOM O3HAayae —
HecTavy JUISTHKA a00 4aCTKOBY MOHOCOMIIO TIO IiHl AUISHIN, a Oyniikayii — HaJJIUIIOK a0o
4acTKOBY Tpucomito. CydacHI METOJU MOJIEKYJIAPHOI F€HETHUKU JI03BOJISIIOTH BUSIBIISITH
NpiOHI1 Aenerlii Ha PiBHI r'eHa.

k1o TpaHCIOKaIlis perunpokHa (B3aeMHa) 6€3 BTpaTu AUISTHOK B XpOMOCOMax, TO
BOHA HA3UBAETbCS 30anancoeanolo. B pe3ynbTaTl CKIAIHUX MEXaHI3MIB KPOCHHIOBEpa 1
PEAYKIIT YhCiIa XpOMOCOM TIPH YTBOPEHHI raMeT y HOCIiB 30aJaHCOBAaHUX TpPaHCIOKAIlIN
Ta 1HBEPCI MOXXYTh YTBOPIOBATUCS He30ANAHCOB8AHI ecamemu, TOOTO TaMETH 3 YaCTKOBOIO
JMCOMI€I0, a00 3 YaCTKOBOIO HYJIECOMi€l0, ab0 3 Ti€l0 U 1HIIOK AHOMANIEK 3 PI3HUX
JUISTHOK (Y HOpMI KO’KHA raMeTa MOHOCOMHA).

Tpanciokaiist MiXK JBOMa aKpPOICHTPUYEHUMH XPOMOCOMaMH 3 BTpPaToOl ix
KOPOTKUX TUIeUEH MPU3BOIUTH IO YTBOPEHHS OJIHIET METAIICHTPUYHOT XpOMOCOMH 3aMiCTh
JBOX  aKpOIEHTpUYHUX. Taki TpaHCIOKAaIlii Ha3uBalOThCS POOEPTCOHOBCHKUMH.
dopManpHO X HOCIi MalOTh MOHOCOMIIO IO KOPOTKHX TUIeYaX IBOX aKPOICHTPHYHUX
xpomocoM. IIpore Taki HOCIT 370pOBI, TOMYy IO BTpaTa KOPOTKHX IUICYEH JBOX
AKPOIICHTPUYHUX XPOMOCOM KOMIICHCYETHCSI POOOTOI0 TaKWX KE€ TEeHIB B OCTaHHIX &

aKpOIICHTPUYHUX XpPOMOCOMax. Y HOCIIB pOOEPTCOHOBCHKUX TPAaHCIOKAILN MOXe

84



YTBOPIOBATUCA 6 THUIIB raMeT, aje HyJIeCOMHI raMeTH MOBUHHI MPUBOIUTHU 10 MOHOCOMIi
0 ayTOCOMaXx B 3UT'OTI, a TaKi 3UTOTH HE PO3BUBAIOTHCS.

VY pasi KiHIeBUX Jeieliid B 000X Mmiieuyax XpOMOCOMU BUHUKAE Kilbye8a XpOMOCOMA.
VY igaMBiAa, MO yCMaaKyBaB KUIbLIEBY XPOMOCOMY BiJl OJTHOTO 3 0aThbKiB, OyJe 4acTKOBa
MOHOCOMISI 10 ABOX KIHIIEBUX JUISHKaX XPOMOCOMH.

[HOMI pO3pHUBM XPOMOCOMH TPOXOJUTH uepe3 LeHTpomepy. KokHe rmeye,
po3’€HAaHE MiCs peruliKalii Mae Bl CECTPUHCHKI XpOMAaTHUIH, CHOJIY4YeHI YaCTUHOIO
HEHTpoMepH, 10 3anumuiacs. CecTpUHChKI XpOMAaTUAM OJHOTO 1 TOTO K IJieYa CTAlOTh
ieyuMa OJIHi€l XPOMOCOMH. 3 HACTYIMHOTO MITO3y IIi XpOMOCOMa IOYHMHAE
PEIUIIKYBAaTUCh 1 MEpeJaBaTuca 3 KIITUHU B KJIITUHY SIK CaMOCTIMHA OAMHMIII Pa3oM 3
pemroro Habopy xpomocoM. Taki XpoMOCOMHM Ha3UBAOTh i30Xpomocomamu. Y HHUX
OJIHAKOBI TUIEYl.

Y ocHOBi Knacudikaiii XpOMOCOMHOi MaTojorii JexaTh 3 NPMHIMIN. IX
JOTPUMAaHHSI JJa€ 3MOTY03BOJISIE YITKO OXapaKTepu3yBaTH (pOpMy XPOMOCOMHOI MaTONOT1]
y 00CTeXXyBaHOTO 1H/IMBIA 1 1i BapiaHTH.

Hepwuti npunyun — xapaxmepucmuka XpoMOCOMHOI abo 2eHoma Mmymayii
(Tpuroinis, mpocTta TpUCOMIS MO XpoMocomi 21, yacTKoBa MOHOCOMISL 1 Tak Aaii) 3
ypaxyBaHHSM KOHKpPETHOI XpoMocoMu. Llei mpuHIun MoXHA Ha3BaTH €T10JIOTTYHUM.

dopMH XPOMOCOMHO1 TMAaTOJOTIi BU3HAYAIOTHCS THUIIOM MYyTallli TreHoma, ado
XpPOMOCOMHOI MyTalli, 3 OJHOTO OOKy, 1 1HAMBIAYaJbHOI XPOMOCOMOIO — 3 IHILIOTO.
Hozonoriyauit  miapo3ain XpOMOCOMHOI TMAaTOJIOTIT TPYHTYETbCS, TaKMM YHHOM, Ha
€TIOJIOTIYHOMY 1 MAaTOreHEeTMYHOMY NPHHIMML: JUIsl KOXHOI (OpMH XPOMOCOMHOI
MaToJyiorii BCTAHOBIIOETHCSA, SKa CTPYKTypa 3allyueHa B TMAaTOJIOTIYHUN TIPOIEC
(XpomMocoMa, CEeTMEHT) 1 B 4OMY TIOJIATa€E TEHETUYHE TOPYIICHHS (HE0JIIK a00 HAJIUIIOK
XpPOMOCOMHOro Marepiaiy). JludepeHiiaiis XpoMOCOMHOI MaToJIOrii Ha TMiACTaBl
KJIIHIYHOT KapTUHU HE MAa€ ICTOTHOTO 3HAYEHHS, OCKUIBKH MPU PIZHUX XPOMOCOMHHX

aHOMATISIX € BEJTMKA CIUIBbHICTD MOPYIIIEHb PO3BUTKY.
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pyeuti npunyun — 8usHauenus muny KiimuH, 8 AKux eunuxia mymayisa (y ramerax
a6o 3uroti). ['ameTnyni MyTaIii Be1yTh 10 MOBHUX (POPM XPOMOCOMHHUX XBOPOO. Y Takux
1HJIMBIAIB BC1 KJIITHHA HECYTh YCIIAJIKOBAHY 3 TAMETOI0 XPOMOCOMHY aHOMAJIII0.

k1o XpoMoCcoOMHa aHOMAJTisi BHHUKAE B 3UTOTI a00 HA paHHIX CTaisax APoOJIeHHS
(Taki MyTalii Ha3UBAIOTh COMATHYHUMHU Ha BIIMIHY BiJi TAMETUYHHX), TO PO3BUBAETHCS
OpraHi3M 3 KJIITHHAMH PI3HOI XpOMOCOMHOI KOHCTUTYIIT (1Ba ThMH 1 Outbi). Taki popmu
XPOMOCOMHHX XBOPOO Ha3WBAKOTh MO3AIYHUMU.

Jns BUHUKHEHHS MoO3aiyHMX (OpM, IO KJIIHIYHIM KapTHUHI CIIBIAJAI0UUX 3
noBHUMH Qopmamu, HeoOx1AHO MaTH He MeHIIe 10% KIIITHH 3 aHOMaJTbHUM Ha0OpOM.

Tpemiti npunyun — 8uAGNEHHS NOKONIHHA, 8 AKOMY GUHUKIA Mymayis. 9 BUHHUKIA
BOHA 3aHOBO B raMerax 3/I0pOBUX OaThKiB (CIIOpaJuyHI BUMAAKH) a00 OaThKH BXKE MaJH
TaKy aHomaito (ycnajakoBaHi, abo cimeiiHi, hopMmu).

[Ipo ycnaokosani xpomocomHi x60pobu TOBOPATH B TUX BUIAJIKaX, KOJIU MYyTallisd €
B KJIITUHAX 0aThKa, y TOMY YKCHi 1 B TOHagax. [le MoxyTh OyTH 1 BUIQJKK TPUCOMII.

TakuM 4YMHOM, IS TOYHOI JIarHOCTHKHM XPOMOCOMHOI XBOpPOOWM HEOOXiIHO
BU3HAUMUTH: 1) TUm MyTarii; 2) 3aidydeHy B Iporec Xxpomocomy; 3) ¢dopmy (mmoBHa abo
Mo3aiyHa); 4) BuJ xBOpoOu (crmopaauyHuil BuUNagok abo ycmagkoBaHa (opma). Taka
JIarHOCTUKA MOYKJIMBA TUIBKK TPH IUTOTCHETUYHOMY JOCIHIJDKEHHI, 110 TMPOBOJUTHCA Y
TMaiienTa, a iHoai 1y oro 0aThKiB Ta CHOCIB.

He auBnsurchs Ha 100pe BUBUEHY KJIHIKY 1 HIUTOT€HETHKY XPOMOCOMHUX XBOPOO, iX
namoeene3 HaBITh y 3aralibHUX pUcax Ie He BUBYeHU. He po3poOnena 3aranpHa cxema
PO3BUTKY CKJIQJHHUX MATOJOTIYHUX MPOLECIB, 00YMOBIEHUX XPOMOCOMHUMH aHOMAIIISIMHU,
1[0 ¥ MPUBOJATH 0 MOSBHU CKJIAJHUX (PEHOTHUIIIB XPOMOCOMHUX XBOpoO. KirtouoBa nanka
B PO3BUTKY XPOMOCOMHOI XBOpoOM HI mpu OaHIM (popmi He BusiBieHa. Jleski aBTOopu
MPUIYCKalOTh, IO Taka JaHKa — ''He30aJaHCOBAHICTh TeHOTUNy" abo '"HopylIeHHS
3arajJpHOTO TeHHOro Oanancy'. IIpoTe Take BU3HAYEHHS HIYOTO KOHCTPYKTUBHOTO HE JAE€.
Hesb6anancoBaHicTh TEHOTHIY — YMOBa, a HE JIaHKa MaTOreHe3y, BOHA IOBHHHA
peanizyBaTucs 4epe3 SKICh crnenudiyHi 010XiMiyH1 a00 KIITHUHHI MEXaHI3MHU y (peHoTun

(KTHIYHY KapTHUHY) XBOPOOHU.
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CucremaTu3anisi JaHUX MPO MEXaHI3MH MOPYLIEHb IMPU XPOMOCOMHHX XBOpoOax
MOKA3Ye, 10 TP OyAb-SIKUX TPUCOMISX 1 YACTKOBUX MOHOCOMISIX MOYKHA BHUJIIJTUTH 3 TUTIH
reHeTUYHUX e(eKTIB: crenudiyHi, HamBcnenudiuHi 1 HecrmeudiuHi.

Cneyuchiuni e¢pexmu MOBUHHI OyTH TIOB’s13aHi 13 3MIHOIO YHCIIA CTPYKTYPHUX TEHIB,
3MEHIY€eThCs ). YncneHH1 cnpoOu 3HaiTu cnenudigai 610XiMiuHI €(hEeKTH MATBEPAWIN 118
MOJIO’KEHHS JIMIIE JJi1 HebaraTboxX TeHiB ado ix mpoaykriB. [IpoTe OioximMiuHe BUBUYEHHS
(eHOTUIy XPOMOCOMHHUX XBOPOO MOKH HE MPHUBEJIO /10 PO3YMIHHS HUISIXIB MaTOTEHE3Y
MPUPOKEHUX TMOpPYIIeHb MOp(doreHesy, MO0 BHUHUKAIOTH BHACHIIOK XPOMOCOMHHX
aHoOMaJjii, B MIMPOKOMY CEHCI cjioBa. BusiBiieHi 010XIMIUHI BIJXUJEHHS TOKH BaXKKO
NoB’s13aTH 3 (PEHOTUIIYHUMHU XapaKTEPUCTUKAMH XBOPOO HA OPraHHOMY 1 CUCTEMHOMY
piBHSX. 3MiHA YyuUCla ajelell reHa He 3aBXAM BHKJIMKA€e MPONOPLIMHY 3MIHY HPOXYKIi
BiAMOBIqHOTO O1yKa. [Ipu XpoMoCOMHIM XBOPOOI 3aBXIM ICTOTHO 3MIHIOETHCS aKTUBHICTD
1HIIMX (epMeHTIiB a00 KUIbKICTh OUIKIB, T€HU SKHUX JIOKaJIi30BaHI Ha HE 3aydyeHid B
aucbaianc xpomocoMi. Hi B oaHOMY BHUIAAKy HE BHUSBIECHO OLIKa-MapKepa NpH
XPOMOCOMHHX XBOpOOax.

Haniecneyughiuni eghexmu npu XpoMOCOMHHMX XBOPOOAX MOXKYTh OyTH 0OyMOBIIEHI
3MIHOIO YHMCJIa T€HIB, 1 B HOPMI NPEJICTABICHUX Yy BUTJIAAI YUCIEHHUX Komii. J[o Takux
TeHIB BITHOCATHCA TeHH puOocoMHux 1 TpancnoptHux PHK, rictoHoBux 1 puGocoMHmx
O1JIKIB, CKOPOTJIMBUX O1IKIB aKTUHY 1 TyOymiHy. L{i O11KH B HOpMI KOHTPOIIOIOTH KIHOYOB1
eTanu MeTaboJi3My KIIITUHHU, TTPOLIECIB 11 AUIEHHS, MDKKJIITHHHUX B3a€MOIIH.

Hecneyugiuni eghexmu XpoMOCOMHUX aHOMaJTiil MOB’SI3YIOTh 13 3MIHEHUM BMICTOM
reTepoXpoOMaTUHY B KIIITHHI. BaXkjiiBa posib reTepoOXpOMaTHHY B IUJIEHHSX KIITUHU, POCTI
KIITUHA 1 I1HIMX OI1OJOTIYHUX (YHKINSAX HE BUKJIMKAE CYMHIBIB. TakuM YHHOM,
Hecreur@iuHi 1 4acTKOBO HamiBenenu(piuHi ePexkTh HaOMMkKaroTh HAc 10 KIITHHHHX
MEXaHI3MIB MaToreHe3y, 0€3yMOBHO, IO BiAIrpae HAWBaKJIMBIIIY POJIb MPU BPOHKEHHUX
BaJlax PO3BUTKY.

Benukuit  ¢dakTUUHUN Martepiall J103BOJISIE TIPOBECTH 3ICTABJICHHS KIITHIYHOTO

(heHOoTHITa XBOPOOH 3 IUTOTEHETUYHUMH 3MIHAMH.
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Ilamocenes XPOMOCOMHUX X60pob PO3rOpTAETHCS B paHHBLOMY
BHYTPIIIHBOYTPOOHOMY 1 TMPOJOBXKYETHCS B IOCTHATAJIbHOMY Tepiofax. MHOXHHHI
BPOJIKEHI BaJy PO3BUTKY SIK TOJOBHUN (DEHOTUIIYHUN MPOSIB XPOMOCOMHHUX XBOPOO
(bOpMyIOTECSI B paHHBOMY €MOPIOreHe3l, TOMY JI0 Mepioy MOCTHATAIbHOTO OHTOTEHE3Y
BCl OCHOBHI BaJy PO3BUTKY BKE€ B HAABHOCTI (OKpIM BaJl PO3BUTKY CTaTE€BHX OpPTaHiB).
Panne 1 MHOXXMHHE Ypa)K€HHsI CUCTEM OpPTraHi3My MOSICHIOE JIESIKY CHUIBHICTh KJIIHIYHOT
KapTHUHH PI3HUX XPOMOCOMHHUX XBOPOO.

DEHOTUTIIYHUA TIPOSIB XPOMOCOMHHUX aHOMaii, ToOTO (OopMyBaHHS KIIHIYHOT
KapTUHH, 3aJICKUTH BiJ HACTYITHUX TOJIOBHUX YMHHUKIB: 1) IHAUBIAYaIbHOCTI 3a]y4€HO] B
aHOMAJIII0 XpOMOCOMH a0o0 11 IiISHKW; 2) TUIY aHOMalii (Tpucomis, MOHOcOMis); 3)
KUIBKOCT1 HEJOCTAaTHBOTO (Tpu Jenerii) abo HaaMipHOTO (IIPU YAaCTKOBIH TPHUCOMIT)
Marepiainy; 4) CTYNEHI MO3aiYHOCTI OpraHi3My MO a0epaHTHUX KIITHHAX; 5) TeHOTHUITY
opratismy; 6) yMOB cepeioBuIla (BHYTPIITHEOYTPOOHA a00 MOCTHATAIBHA).

CryniHb BIIXWJIEHb B PO3BUTKY OpraHi3My 3ajJeXHUTh BiJ SKICHOI 1 KIJIbKICHOI
XapaKTePUCTUKU YCIAJIKOBAaHOT XPOMOCOMHOI aHomamii. [lpu AOCHiPKeHH]1 KJIIHIYHUX
JaHUX y JIIOJJMHU TOBHICTIO MIATBEPIKYETHCS JOBEACHA y IHIIUX BHUAIB BIJHOCHO
HEBHCOKa 010JI0T1YHA LIIHHICTh TE€TEPOXPOMATUHOBUX IIISTHOK XPOMOCOM.

Kniniuauii  momiMopi3M KOXKHOI XpPOMOCOMHOI XBOpOOM B 3araibHiil (opmi
0oOyMOBJICHHII TEHOTHIIOM OpraHi3My 1 yMOBaMH cepefoBuila. Bapiaimii B mposiBax
MaTojorii MOXYTh OYTH JyXe IIUPOKUMHU: BijJ JIETAJIbHOrO €(QeKTy 10 HE3HAUYHUX
BIIXWJICHb B PO3BUTKY. Tak, 60-70% BumankiB Tpucomii 21 3aKiHUYIOTHCS JIETAIBHO Y
BHYTpIIIHbYTpOOHOMY miepiofi, B 30% BHMNaAKiB HApPOIKYIOThCA TITH 3 CHUHIPOMOM
JlayHa 3 MIMPOKO BapiOIOYMMH KJIIHIYHUMH TposiBaMu. MoHocoMmist mo X-XpoMocoMi
cepen HoBoHapomkeHuX (cunapom IllepemeBchkoro-Tepuepa) — mpudmmsuo 10% Beix
MOHOCOMHHUX 10 X-XpOMOCOMI 3apOJIKiB (OCTaHHI TMHYTh). He nuBiIsiuMCh HA HEOCTATHE
PO3yMIHHSI 3aKOHOMIPHOCTEH MATOT€HE3y XPOMOCOMHHX XBOPOO B IUIOMY, AESKiI JaHKU
3arajJbHOTO JIAHITIOTA TMPOIIECIB B PO3BUTKY OKpeMHX (OpM BXKE BIIOMI 1 iX KUIBKICTh

MOCTIAHO 301JIBIITYETHCS.
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Xpomocomui xeopobu, cnpuuuHeHi 2eHOMHUMU Mmymayiamu. XPOMOCOMHI
XBOPOOH, TTOB’s13aH1 31 3MIHOIO KIJTBKOCTI XPOMOCOM, MAIOTh Ha3BY 2€HOMHUX 3AXBOPIOBAHD.
Bonu 3’SBISIOTBCS SIK HACHIJIOK TMOPYIIEHHS PO3XO/KEHHSI TOMOJIOTIYHUX XPOMOCOM Y
nporieci [ 1 I moainiB meito3y. SBuile KpaTHOTO 30UIBIIEHHS KITBKOCTI XPOMOCOM y T€HOMI
HA3UBAIOTh MOJINN0I0IE0, TIOMIUIOIAM THHYTh HA paHHIX CTaliIX eMOpIOHAIBHOTO
PO3BUTKY. SIBHIIE HEKpaTHUX 3MIH KUIBKOCTI XpOMOCOM HAa3HUBAIOTh 2emeponioilicio
(aneynnoioiero).

["erepomtoiniss Moske OYTH JIBOX THIIIB: MOHOCOMIsE (3MEHIIIEHHS KITBKOCTI XpOMOCOM
Ha 1, 2 ...) 1 nonicomia (301IBIIEHHS KITBKOCTI XpoMocoM Ha 1, 2 ...). Haiftshxuuii nepe6ir
MarTh MOHOCOMIi. BBaxaroth, mo Omm3pko 20% BUNAAKIB MOHOCOMIM 3aKIHUYIOThCS
JICTAJILHO 1€ B TEPIIIi IHI eMOPIOHAILHOTO PO3BUTKY. BOHM TakoX CIpUYUHIOIOTH 3aruOeih
3apojiKa Ha MIBHIMIMX CTalisIX (MUMOBUIbHI BUKUIHI). TpamistoThCcsl XBOP1 HA MOHOTaMIIO 1
cepen HapokeHux, cuHapoM IllepemeBchkoro-TepHepa. XpoMOCOMHI aHOMaTil €
npuarHO 45-50% MHOKMHHUX TPUPOKEHUX Bal PO3BUTKY, 50% NOpUYMH NEPBHUHHOI
6e3rutiaHocTi, 0au3bko 40% BUNaAKIB TIMOOKOT pO3YyMOBOI BiICTAJIOCTI.

Xpomocomui xeopobu, noe’azani 3i 3miHeHOI KilbKicmiwo aymocom. J{ns
XPOMOCOMHHX CHHIPOMIB XapaKTEpHUN PI3HUN CTYIIHb PO3yMOBOI BIJICTAJIOCTI. [HTEIEKT
IpU ayTOCOMHHUX CHUHAPOMAX YIIKO/KYEThCS 3HAYHO CUJIBHINIE, HIK TPU CHHAPOMAX,
CIPUYMHEHUX AaHOMATISIMUA CTATEBUX XPOMOCOM.

Cunopom (xeéopoba) Jayna — mpucomiss 21. HaiiOuipll BHUBYEHA XPOMOCOMHA
XxBOpoOa. YacTtoTa Hapo KEHHS AiTeH 13 cuHApoMoM JlayHa 3aiexuTh Bij BIKy Martepi 1 B
MEHIIIM Mipl Bi BiKy O0aTbka. L{luToreHeTnuHi BapiaHTH CUHApPOMY JlayHa pi3HOMaHITHI.
[Ipote ocHOBHY uacTKy (94-95%) cknagaroTh BUNAIKH MPOCTOI MOBHOI Tpucomii 21 sk
HACJIZOK HEPO3XOHKEHHS XpPOMOCOM B Meinosi. [lpu 1ipoMy MaTepHHCHKUNA BHECOK
HEPO3XO/XKEHHS B 111 TamMeTuyH1 popMu xBopobu ckianae 80%, a 0aTbKIBCHKUI — TUIbKU
20%. Ilpwuman Takoi pi3HUI HE 3po3yMmuti. Heemmka (6im3bko 2%) dacTka miTed 3
cuaapomMom Jlayna mae Mozaiuni dopmu (47+21/46). Ilpubnuszno 3-4% xBopux 3
cuHApoMoM JlayHa MaroTh TpaHCIOKaliiHy GopMy TPUCOMIi 32 TUTIOM POOEPTCOHIBCHKUX

TpaHciokariii Mix akporeHtpuunumu (D/21 1 G/21). Maibke 50% TpaHCIOKAIIHHUX
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dbopM ycmankoByeThCs BiJ O0aTbKiB-HOCIB 1 50% — TpaHciokanii, o BUHUKIK de novo.
CmiBBiTHOIICHHS XJIOMYUKIB 1 JIBYATOK CEpell HOBOHAPO/KEHUX 3 cHUHApoMoM JlayHa
cxiamae 1:1.

Kniniyna cumnromaTtnka cuuapomy JlayHa pi3HOMaHITHa: 1€ 1 BpPOJUKEHI Bau
PO3BUTKY, 1 MOPYIIEHHS MOCTHATAJIBHOTO PO3BUTKY HEPBOBOI CHUCTEMH, 1 BTOPUHHUU
iMmyHoaedinuT 1 iH. [itn 3 cuaapoMoM JlayHa HApOJKYIOTHCS B CTPOK, aj€ 3 MOMIPHO
BHUPaXXEHOIO MIPEeHaTaIbHOIO rinorasieto (Ha 8-10% Hikde 3a cepeani BenunyuHu). barato
CUMIITOMIB cuHApoMy JlayHa TIOMITHI TpU HAPOJKEHHI, B TMOJAJBIIOMY BOHHU
BUSIBJISIIOTHCA diTKimie. KBamidikoBaHui meiaTp CTaBUTh NMPABUIIBHUHN JI1aTHO3 CHHIPOMY
JlayHa B mojioroBoMy OyIWHKY He MeHlne HiX B 90% Bumaakax. 3 4epenHoO-JTUIbOBUX
au3Mop(diii HaroJOUIyIOThCA PO3pi3 MOHroJoina oueil (3 wiel npuuuHU cuHApoM JlayHa
JIOBrO Ha3WBalld MOHTOJIOIAM3MOM), Kpyrje JHIle, IUIOCKAa CIWHKAa HOCA, eMiKaHT,
Opaxiuedanisa, nepopmoBaHi BYIIHI pakOBHHH. YacTo 3yCTpiduarOThCsS BpPOJPKEHA Baja
cepis, KIMHOAAKTWIIIS, XapakTepHi 3MiHM jAepmarorimidiku (“'maBmsiya”, ckiaaka Ha
JOJIOH], JIB1 IIKIPHI CKJIAJKHA 3aMICTh TPhOX HA MI3HHIIl, BUCOKE IOJIOXKEHHS TpHUpajiyca 1
iH.). Bagu IIKT cnocrepiratotecss pigko. Yactora Oyab-skoro cumntomy B 100%
BUIIA/IKIB, OKPIM YIIOBUIBHEHOI'O POCTY, HE BIAMIYEHA.

Peakmisi mite#t 3 cunapoMom JlayHa Ha YMHHUKMA HABKOJMIIHBOTO CEPEIOBUIIA
4acTO TMATOJIOTIYHA Y 3B’S3KY 13 CIHA0KUM KIITUHHUM 1 TyMOPaJbHUM IMYHITETOM,
3HmkeHHsM  penapauii  JIHK, HemoctaTHIM BHpOOJIEHHSM TpaBHUX (DEPMEHTIB,
OOMEKEHUMH KOMIIEHCATOPHUMH MOXKJIMBOCTSMH BCIX CHUCTEM. 3 i€l MPUYUHU [IITH 3
cuHApoMoM JlayHa 4acTo XBOPiIOTh HA MHEBMOHII, BAXKO MEPEHOCIATh AUTAY1 1HPekuii. Y
HUX BIIMIYA€ThCS HEJIOIIK MacH Tija, BUPAKEHUN aBITaMIHO3.

Bpomkeni Baau BHYTPINIHIX OpraHiB, MOHM)KEHA MPHUCTOCOBAHICTh MITEH 3
cuHapoMoM JlayHa 4YacTo mpu3BOAATH IO JIETAJBHOTO pe3yibTaTy B Mepull 5 pPOKiB.
HacmigkoM 3miHEHOTO IMyHITETYy 1 HEJOCTaTHOCTI penapamiiHux cuctem (s
nomkokeHoi JIHK) € neitkos, 1o yacto 3ycTpidaeThesl y XBOpHX 3 cuHIApoMoM JlayHa.

Henopo3BuHeHHST 1HTEIEKTY TOTajibHE. MUCIEHHS XBOPUX CIIOBUIBHEHE, €MOIIil

MOBEpXHEB1, ManoaudepeHiiiioBani. Jlitn 3a3Buuaii jackaBi, JOOPOMYIIHI, MPUXHIbHI,
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100pe 3acBOIOIOTh HECKJIAJHI JKUTTEBI TOHATTA 1 HABUYKU. TPUBAIICTH KHUTTS TPU
xBOpoO1 J/layHa Ha maHuii yac 3HayHO 30UThITMIacs (y cepeaHboMy A0 35 pokiB), xoua
3AJIMIIAETHCS MEHIIOK, HIXK Y TIOMYJISIIII.

Cuopom Ilamay — mpucomis 13. lluToreHeTWyHi BapiaHTH I[HOTO CHHAPOMY
HacTymnHi. [Ipocta moBHa Tpucomis 13 sk HaCTIAOK HEPO3XOIHKEHHS XPOMOCOM B MEHO031 Y
OJIHOTO 3 0aThKiB (TOJIOBHMUM YMHOM y Matepi) 3yctpidaerbes y 80-85% xBopux. Pemira
BUITAJIKIB 00OYMOBJIEHA, B OCHOBHOMY, IE€pEIadeio J0JAaTKOBOi XPOMOCOMH (TOUHimIe, ii
JIOBTOrO IjIe4a) B poOepTCOHIBChKUX TpaHcnokaiisx tumy D/13 1 G/13. BusBineni 1 iHii
[IUTOTEHETHYH1 BapiaHTU (MO3ailU3M, 130XpOMOCOMa, HEPOOEPTCOHIBCHKI TPaHCIIOKaIlii),
ajie BOHM 3yCTpl4yaloThCsl BKpai piako. KiHiyHa 1 maTojioroaHaTOMIYHA KapTHUHA MPOCTUX
TpUCOMHUX (OpM 1 TpaHCIOKAIIMHUX HE pO3pi3HsAeThcs. CHIBBIIHONIEHHS CTaTi MpU
cunapowmi [laray ckianae 6au3bko a0 1:1.

Hitu 3 cungpomoMm Ilatay HapomXyrOThCS 3 BUPAKEHOI MPEHATAIBHOIO
rinomnasiero (Ha 25-30% HmKYe 3a cepelHl BEJIMYMHHU), SKY HE MOXKHA TOSICHUTH
HEBEJIMKOIO HEJIOHONIEHICTIO (cepenHiit TepmiH rectamii 38,3 TuxkHIB). XapakTepHe
YCKJIQJIHEHHSI BAariTHOCTI MPU BUHOIIYBaHHI 1JI0ay 3 cuHapoMoM [laray — GaraTtoBomus:
BOHO 3ycTpluaeTbest maiixke B 50% BunaakiB cunapomy Ilaray.

st cunnpomy [latay xapakTepHi MHOXKHWHHI BPOJIPKEHI BaJld PO3BUTKY T'OJIOBHOTO
MO3Ky. Lle maToreneTnuHO €1MHa rpyna paHHix (i, 0T)Ke, BAXKHUX ) MOPYIIeHb POpMyBaHHS
TOJIOBHOI'O MO3KY, OYHHX SIOJTYK, MO3KOBOi 1 JIMI[bOBOi 4acTUH uepena. JIoO ckoieHui,
HU3BKUN, OYHI IIUIMHU BY3bKi, IEPEHICCS 3aMajo, BYITHI pAKOBUHU HU3bKO PO3TAIIOBAHI 1
nedopmoBani. Tunosa o3Haka cuHapomy Ilaray — po31IMHN BEpXHBOI I'yOH 1 MiIHEOIHHS
(3a3BU4ail 1BOCTOPOHH1). 3aBXKIU BUSIBISIOTHCS BaJM JEKUIBKOX BHYTPIIIHIX OpraHiB B
pi3HIM KoMOiHaIii: nedeKTH MeperopooK Cepils, HEe3aBEPIICHU 3aBOPOT KHUIICYHHKA,
KICTH HUPOK, aHOMaJI1i BHYTPIIIHIX CTaTEBUX OPraHiB, 1e(HEKTH MiAIUTYHKOBOI 3a5103U. K
MIPaBUJIO, CTIOCTEPITAOTHCS MO IAKTIIIIS (YacTilie JBOCTOPOHHS 1 Ha pyKax) 1 (JIeKCOpHE
MTOJIOKEHHS KUCTEH.

VY 3B’S3Ky 3 BaXKUMHU BpOJKEHUMH BaJaMd PO3BUTKY OUIBIIICTH XBOPHUX Ha

cunapoM [laray momuparots B mepin TrxkHI a60 micsil (95% — mo 1 p.). Ilpore mesxki
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XBOp1 JKUBYTh JEKUIbKa POKiB. BibIl TOro, B PO3BHHEHHUX KpaiHaX CHOCTEPIra€ThCs
TEHJICHITIS 301TBIIICHHS] TPUBAJIOCTI KUTTSA — 10 5 pokiB (0mu3bko 15% miTeit) 1 HABITH 70
10 pokiB (2-3%).

[HIT  cuHIpOMHM BpPODKEHHWX Bal po3sumky (cunopomu Mexkens i Mopa,
mpueonoyegania Onimya) MO OKPEMHUX O3HAKax CHIBMNAJal0Th 3 cUHApoMoM [latay.
BupimanbHuii 4YMHHUK B JIIaTHOCTHIN — JOCHIKEHHS XpoMocoMm. llurorenernune
JOCTIDKEHHSI TIOKa3aHe y BCIX BHUIMAAKaxX, 30kpeMa y miTedl. TouHMI MUTOTEHETHYHUN
J1arH03 HeOOX1AHUM SISl IPOTHO3Y MaOyTHIX JITEH B CiM .

Cunopom Eosapoca — mpucomus 18. Maibke y BCIX BUTagkax cuHApoM EmBapmca
00YMOBJICHHI TTPOCTOI0 TPUCOMHOIO (hOpMOIO (raMeTUYHA MYTaIlisl y OAHOTO 3 OaThKiB).
3ycTpiyaroThes 1 Mo3aiuHi (GopmMu (HEpO3XOJKEHHS Ha paHHIX CTaaiaxX APOOJICHHS).
TpancnokauiiiHi (opMu BKpail piAKICHI 1, K IMPABUJIO, 1I€ YaCTKOBI, & HE TOBHI TPUCOMII.
Kniniunux BiaMmiHHOCTEW MK Qopmamu Tpucomii Hemae. CHiBBIIHOIICHHS XJIOMYHUKIB 1
niBuaTok ckiagae 1:3. [Ipuunnu nepeBakaHHsI XBOPUX JIIBYATOK IMOKHU HE B1IOMI.

[Ipu cunapomi EgBapaca BigMiYaeTbCcsl BUpakeHa 3aTpUMKa IPEHATaIbHOIO
PO3BUTKY TMpW IMOBHIA TPUBAJIOCTI BariTHOCTI (poAu B CTpok). B mepmry dyepry e
MHOXMHHI BpOJIKEHI BaJWd PO3BUTKY JMIBOBOI YACTHMHHM Yepemna, ceplsl, KiCTKOBOI
CUCTEMH, CTaTeBUX OpraHiB. HwkHs mienena i poToBa HIUIMHA MAJICHbKI; OYHI IILJTUHU
BY3bKl 1 KOpPOTKI; BYIIIHI PaKOBHMHHU JAe(POPMOBaHI 1 HU3BKO PO3TAIIOBaHI. 3 1HIIMX
30BHIIIHIX O3HAK BIAMIYAETHCS (PIEKCOPHE MOJIOKEHHA KHUCTI, aHOMAJIbHO PO3BHHEHA
croma (mM’siTa BHUCTYIAa€, CKICMIHHSA mpoBucae), | mamenp cromu kopoTmmii 3a II.
CnMHHOMO3KOBA I'pUKa 1 pO3IILUIMHA IyOr 3ycTpiyaroThes piako (5% BUIMAIKIB CUHIPOMY
EnBapnca).

Hitu 3 cunapomom EnBapjca momupaiots B panHboMmy Bitli (90% — 1o 1 poky) Bin
YCKJIaJIHEHb, OOYMOBJICHMX BPO/DKCHUMH BaJaMU PO3BUTKY (acdikcisg, MTHEBMOHIs,
KHIIKOBA HETIPOX1IHICTh, CEPIIEBO-CYIMHHA HEJIOCTATHICTH ).

Po3pi3HsI0TE 111E cunopomu uacmrkosux aneyniodiu. lle Taki aK: CHHAPOM KOTSYOTO

KpUKy (MOHOCOMIiSI 1O KOPOTKOMY ILI€4y XpOMOCOMH 5; 5p-); cuHapoMm Bombga
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XupmxopHa (MOHOCOMis JeNelii CerMeHTa KOPOTKOTO Iuieda xpomocomu 4; 4p-);
CHUHJIPOM YaCTKOBOI TPUCOMIii IO KOPOTKOMY Ijiedy xpomocomu 9 (9p+) Ta iH.

Xeopoou, no6’a3ani 3 2eHOMHUMU MymMayiamu cmameeux xpomocom. lle Benuka
rpymna XpoMOCOMHUX XBOpPOO, MPECTaBI€Ha PI3HUMHU KOMOIHAIIIMH JOJaTKOBUX X- a060
Y-XpoMocoM, a y BUIQIKax MO3aillu3My — KOMOIHAIISIMU Pi3HUX KJIOHIB. B OCHOBHOMY I1€
nosicomii XXX, XXY 1 XYY; mo3aiuni popmu ckiaaaroTs npudau3Ho 25%.

Cunopom Illepewescoroco-Tepnepa (45, X) — enuHa ¢opMa MOHOCOMIT Y
HOBOHapokeHuX. llutoreHetuka cuHapoMy OaratorpanHa. Pa3om 13 cCHpaBXKHBOIO
MOHOCOMI€I0 y Bcix KiituHax (45, X) 3ycTpidaroThCs iHINT (OPMHU XPOMOCOMHHUX
aHoMajiid mo crareBux Xxpomocomax. Lle genermii KopoTkoro abo AOBroro mieya X-
xpomocomu [46, X, Xp-; 46, X, XQ-j, i3oxpomocomu [46, X, i (Xq); 46, X, i (Xp)],
kuibLeBl xpomocomu [46, X, R (X)], a Takoxx pi3HI BapianTh Mo3zainu3My. Jlume 50%
naiieHTok 3 cuaapomoM lllepemescrroro-Tepaepa (50-69% 3aranbHoOi KiJIBKOCT1) MalOTh
npocty noBHy MoHocomito (45, X). Pemrta BumagkiB — pi3HOMaHITHUN Mo3ainu3Mm (B
oMy 30-40%) 1 piakicHIII BapiaHTH AENELii, 130XpOMOCOM, KUIBLIEBUX XPOMOCOM.
IlikaBo 3a3HaunTH, 1Mo Mo3aimusM 45, X 46, XY (2-5% 3aranbHOi KITBKOCTI XBOPHUX 3
cuaapomoMm IllepemeBcrkoro-TepHepa) XapakTepu3yeThCS MIMPOKUM I1alla30HOM
KJIIHIYHUX O3HaK (Bim tumoBoro cuniapomy lllepemeBchkoro-TepHepa 10 HOPMaIBHOTO
YOJIOBIYOTO (PEHOTHITY) 3aJI€KHO BiJI CIIBBITHOIICHHS KJIITUHHUX KJIOHIB.

Kniniuno cunapom IllepemeBcbkoro-TepHepa BUSBISETHCS B TPHOX ' HaIpsIMKax'
1) rimoroHagn3M, HEJOPO3BHUHEHHS CTAaTEBUX OPraHiB 1 BTOPUHHHUX CTATEBUX O3HAK; 2)
BPOJI’KEHI BaJId PO3BUTKY; 3) HU3bKHII PICT.

3 OOKy cTaTeBOl CHUCTEMH BIJIMIYAETHCSA BIACYTHICTh TOHAJ (areHe3iss TOHan),
rinoriasisi MaTku 1 MaTKOBUX TPyO, MEpBUHHA aMEHOpesi, Mi3epHe OOBOJIOCIHHSA JIOOKA 1
MaXBOBHUX 3alajguH, HEJOPO3BUHEHHS MOJIOYHHUX 3aJl03, HEJOCTaTHICTh €CTPOTeHY,
HA/UUIIOK TinmodizapHUX TOHAHOTpomiHiB. Y miTtedt 3 cunapomoMm IllepemieBcrkoro-
Tepuepa gacto (10 25% BuUNaAKIB) 3yCTPIYAIOTHCS Pi3HI BPOHKEHI B CEPIIsl 1 HUPOK.

30BHIMIHIA BUIJIAJ XBOPUX JOCTaTHHRO CBOEPIMHMM (Xoua 1 He 3aBxau). Y

HOBOHAPOHKCHUX 1 JITEH TPYIHOTO BIKY BIMIYAETHCS XapaKTEpHI CUMITOMH: KOPOTKa
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M 3 HAAJIMIIKOM IIKIpY 1 KPUJIOMOAIOHUMH CKJIaJKamH, JiM(paTHYHUA HaOpSK CTOII,
TOMUJIOK, PyK 1 mOpeammuys. Y MIKUTBHOMY 1 OCOOJIMBO B MIJIITKOBOMY  BIII
CIIOCTEpITAEThCS BIACTaBaHHS B POCTI, B PO3BUTKY BTOPUHHHUX CTaTeBUX O3HaK. Jlis
JOPOCTUX XapaKTepHl MOPYIICHHS CKeNeTy, YEpemHO-MO3KOBI Iu3Mop(ii, BasibrycHa
JieBiallis KOJIHHUX 1 JIIKThOBUX CYTJIO01B, BKOPOUCHHS METaKapHalbHUX 1 MEeTaTapCcaabHUX
KICTOK, OCTE€ONOpPO3, HU3bKHUI PICT BOJIOCCA Ha Wi, aHTUMOHTOJIOINHUN PO3pi3 OYHHUX
IIUJIMH, HU3bKE PO3TallyBaHHS BYIIHHX pakoBUH. PicT mopocnux xBopux Ha 20-30 cm
HUKYE CePeAHBOTO.

Cunopom Knaiingpenmepa BKIIOYAE BUITAIKH TIOJICOMIi IO CTaTEBHX XPOMOCOMaX,
IpU SIKAX € HE MEHIIE JABOX X-XpOMOCOM 1 He MeHIe ojHi€i Y-xpomocomu. Ilo
HalyacTie 3yCTPIYaeThbCsl 1 TUIOBUM MO KIIHIYHIM KapTUHI CHHIPOM — CHHJIIPOM
Kunaitngentepa 3 nabopom 47, XXY. Bapiantu momicomii 3 BEIUKUM yucioM X- 1 Y-
XpPOMOCOM 3YCTpPidaloThCcsi pifako. KIIIHIYHO BOHU BIHOCATHCA TaKOXK JO CHHIPOMY
Knaiindenrepa.

HasBHicTe Y-XxpomocoMu Bu3Hauae (opMyBaHHS 4osioBidoi crari. [lo mepiomy
CTaTEBOTO JIO3PIBaHHS XJIOMYUKH PO3BUBAIOTHCA MalKe HOPMaJbHO, CIOCTEPIra€ThCs
JIMIIIEe HEBEJIMKE BiJICTABaHHS B NMCUXIYHOMY pO3BUTKY. ['eHeTHuHMI AucOananc y 3B’ sI3Ky
3 I0AATKOBOIO X-XPOMOCOMOIO BUSBIISIETHCSI KIIIHIYHO B TIE€PIOJ CTATEBOTO JO3PIBaHHS y
BHTJISAJII HEIOPO3BUHEHHS CiM’THHUKIB 1 BTOPUHHHMX YOJIOBIYMX CTaTEBUX O3HAK.

VY XBopuX BIAMIYAETbCSI BUCOKUM 3pICT, >KIHOYMH THUN CTaTypHl, T1HEKOMACTis,
ciabke O0OBOJOCIHHA OONMYYs, MaxXBOBMUX 3amaguH 1 JIoOKa. Sleyka 3MeEHIIEHI.
["icToNOriYHO BUSABISIIOTHCS JACTEHEpAIlisi TEPMIHATUBHOTO EMITENII0 1 TalliHO3 CiM’ SHUX
KaHATUKIB. XBopi Oe31uTiAH1 (a300cniepMis, Oirocnepmis).

Cunopom mpunno-X (47, XXX). Kiaku 3 xapiotunom XXX B MOBHOMY a0o
MO3aiYHOMY BapiaHTI MalOThb B OCHOBHOMY HOPMaJIbHUM (P13MUHUMN 1 ICUX1YHUA PO3BHUTOK.
Haiiuacrime Taki iHAWBIIN BUSIBISIIOTHCS BUIIAIKOBO MPpHU 00cTekeHHI. [le mosicHIoeThCs
THM, IO B KJIITHHAX JBI X-XpPOMOCOMH Te€TE€pOXpPOMATH30BaH1 (Ba TUIBISI CTaTEBOTO
XpOMATHHY) 1 JIMILIE OJHA, SIK 1 Y HOPMaJIbHOI KIHKHU, (DYHKIIOHYE. SIK IpaBUiIO, y )KIHKH 3

KapioTunoM XXX HE CIMOCTEPIraeThCs BIAXWIECHb B CTATEBOMY PO3BUTKY, TaKi 1HIWUBIIN
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MalTh HOPMAJIBbHY IUIOAIOYICTh, X0Ya PHU3UK XPOMOCOMHHX TMOPYIICHb y MOTOMCTBA 1
CIIOHTAHHUX a0OpTIB MiABUIICHUN. [HTENEKTyanbHUN pPO3BUTOK HOpMaidbHUII abo Ha
HIDKHIM MeX1 HOpMHU. JIWiie y NesSKHX >KIHOK 3 TPHUILIO-X BIAMIYAETHCS MOPYIICHHS
pEenpOayKTUBHOI (yHKINI (BTOpMHHA aMeHOpes, AWNCMEHOpes, paHHS MeHomay3a 1 iH.).
AHOMaJii PO3BUTKY 3OBHINIHIX CTaTe€BUX OpraHiB (03HAaKH JHU3EeMOpPIOTeHE3RY)
BUSBIISIIOTHCS JIMIIE MPU PETEIIbHOMY OOCTEXEHHI, BUpPaXEHI HE3HAYyHO, a TOMY HE €
MIPUBOJIOM JIJIsl 3BEPHEHHS KIHOK JI0 JIIKapsl.

Bapiantu cunapomy X-momicomiii 6€3 Y-XpOMOCOMH 3 YUCJIOM, OUIBIINM, HIXK 3,
3YCTPIYAOTHCSA PiAKO. I3 30UIBIICHHSIM YHUCIa JOMATKOBUX X-XpPOMOCOM 30UTBITYETHCS
CTYMHIHb BIAXWJICHHS BiJl HOpMH. Y KIHOK 3 TE€Tpa- 1 MIEHTACOMIEI0 OMUCAHI BIAXWIICHHS B
PO3YMOBOMY PO3BHUTKY, YePEIHO-JIMIIBOB1 u3Mopdii, aHomarii 3y0iB, CKkeleTa 1 CTaTeBUX
oprasiB. [IpoTe *I1HKH HaBITh 3 TETPACOMIEIO IO X-XPOMOCOMI MalOTh IOTOMCTBO.

Cunopom Oucomii no Y-xpomocomi (47, XYY). BUIbIICTh YONOBIKIB 3 TaKUM
HabOpOM XpPOMOCOM HE BIJIPI3ZHAIOTHCSA BiJI HOPMAJIBHUX I1HAMBIAIB 3a (I3UYHUM 1
PO3YMOBHM PO3BUTKOM, MAIOTh 3pICT TPOXHU BHUIlEe cepeaHbOro. [[oMITHUX BiAXWUJICHb HI B
CTaTEeBOMY PO3BUTKY, Hi B TOPMOHAIBHOMY CTaTyCl, Hi B IUIOAIOYOCTI y OutbimocTi XYY -
IHOIUBIAIB HeMac. He BuUKIIOUEeH1 eIkl OCOOJMBOCTI IIOBEIIHKM TakuX ocl0: 3a
BIIMOBITHUX YMOB BOHHU CXHWJIbHI JJO arpeCUBHUX 1 HABITh KPUMIHAJIBHUX BUMHKIB.

4. MyabTudakropiajbHi 3aXxBOpHOBaHHs (NMOJIireHHi 3aXBOPIOBaHHA 3i
CNAJIKOBOI0 CXWJIBHICTIO).

Jlo 11i€i Tpynu HaNeXUTh OUIBIIICTh CHAJAKOBUX 3aXBOPIOBAHb, MPUYUHOIO SIKUX €
MyTallli KUIbKOX 4d 0aratboX YMHHUKIB. [[o TOro * MyTalii He MPU3BOJAATH A0 BUAUMO1
MaToJIorii, a JIUIIE 3yMOBIIOIOTh CXUJIBHICTH A0 Hei. 1100 18 CXUIBHICTH pO3BUJIACS B
MaToJIOTi0, TMOTPIOEH MyCKOBUM MOMEHT — JIisi Ha OpraHi3M I[€BHUX YHWHHHKIB
cepefoBuIia. Y TeHEe3l IMX 3axBOPIOBaHb — B3aEMOJIS CIAJKOBUX UYMHHHUKIB 1
cepenoBuiia. CXWIBHICT BHUSBIAETHCS B 3MIHI HOPMH peEakIlii Opra”izMy Ha if0

YUHHUKIB 30BHIIIHBOTO CEPEIOBHIIIA.
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Tak, y XxBopux Ha IIyKpOBHI [ia0eT 3MIHEHa HOpMa Ha TaKi 3BHYalHI Xap4yoBi
PEYOBHHH, SK KpOXMmanib, ITyKop. L[i pedyoBWHM CTarOTh HAA3BUYAWHUM YHHHUKOM 1
IPU3BOIATH 0 TSKKHUX MOPYIIEHb BYTJIEBOAHEBOTO OOMIHY.

VY monmel, XBOpHMX Ha IMapaMiOTOHIIO, 3MiHEHAa HOpPMa peakiii Ha XOJIOf,
temriepatypa 10-12°C cnpuunHioe y HUX TOHIYHI CcyJoMHU. CXWIBHICTh JI0 MIrMEHTHOI
KCEepOJepMHU 3yMOBJIEHA HAIUYTIUBICTIO O YyJAbTpadioideTOBUX MPOMEHIB. Y THX, XTO
CTpaXKJa€ Ha aJepriiiHi 3axBOPIOBaHHs], 3MIHEHAa HOpMa peakilii Ha pi3HI PEUOBUHU
(ayieprenu), MO NOPU3BOAUTH JI0 AQJEPriUHUX pEAKIid, 10 MOXYTh BHUSIBISATUCA
BHUCHUIIKAMH, CBepOeXeM, KaluieM, 3aJHUIIKOI0, HamaJaMu OpOHXiaJbHOI acTMHU TOLIO.
[lonireHHO ycmaaKOBYIOThCS M JiesKl (D1310JI0TI4UHI OCOOJMBOCTI OpraHi3My: pO3yMOBI
3110HOCTI, TPUBAIICTD KUTTS, CXHJIbHICTD 10 1HPEKIIIHIX 3aXBOPIOBAHb TOIIIO.

MynbeTu(akTopiajibHl XBOPOOHU YU XBOPOOH 31 CHAJAKOBOIO CXHJIBHICTIO CKJIA/Ial0Th
y nmaHuii 4Yac 92% Bim 3aragbHOi marosiorii  JoauHA.  MexaHi3M  pO3BUTKY
MYyJIbTU(DAKTOPIAIEHOTO 3aXBOPIOBAHHS — IMATOJIOTTYHUNA (DEHOTUIT BHUABIAETHCA TOI,
KOJIM CyMapHa Jis FeHETUYHUX 1 (PaKTOpIB CepeIOBUILA JOCITAE YU MEPEBUIILYE JESIKE
IpaHUYHE 3HAUYEHHS CXUIIBHOCTI.

Ipuknaoamu mynemupaxmopianbHux 3axXe0pro8amd €:

1) XBOpOOU CepIIeBO-CYANMHHOI CUCTEMU: TIMEPTEH31s, pEBMATH3M, aTEPOCKIIEPO3,
OOJIITepyIOUHi eHIAPTEPIIT;

2) MICUXIYHI XBOpOOMW: IM30(peHis, CEeHUIbHI TNcuXo3u (neski (opmm),
MaHiaKaJbHO-ACTPECUBHUMN TICKX03, HenudepeHIliiioBana oiroppeHis;

3) HEpBOBI XBopoOu: emnuiencis (aesiki (opMu), MNApKIHCOHI3M, MIacTeHis,
MITPEHb, CAPUHTOMIETIS;

4) XBOpOOU OpraHiB TpPaBIICHHS: BHpA3KoBa XBOp0oOa, LMPO3 MEUIHKH (JesKi
dbopmu), XpOHIYHUHN KOJIT;

5) MOPYIICHHS OOMIHY PEYOBMH Ta CHJIOKPHHHI XBOpOOW: Tojarpa, IyKpOBUI
miaber (mesiki popmu), TOKCHUHUH 1 BY3JI0BH 300, 300 ["amimore, Mikceaema

(mesxi popmu), cunapom luenka-Kymrinra;
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6) aHoManii pPO3BHUTKY: aHeHUe(amis, CIMHHOMO3KOBAa TpIKa, Triapouedaris,
NPUPO/HKEHUH BHUBHX CTErHA, KIHCbKA CTOMNA, KIMIIOHOTICTh, HE3POIIECHHS

ryou 1 miaHeOiHHS, MPUPOHKEHUN MIIOPOCTEHO3, MPUPOJKEHI Bagu Cepls,

xBopob6a ['prmpynra;

7) XBOpOOHM OpraHiB auxaHHs: eMdizeMa JiereHb, IMHEBMOCKIIEPO3, OpOHXiajbHA
acTMa;

8) XBOPOOH CEYOCTATEBOT CUCTEMH: POJUHHUNA HEPPUT, MOJIIKICTO3 HUPOK;

9) IIKIPHI 3aXBOPIOBAHHS: TICOpia3, eK3eMa, HeHPOoIePMITH;

10) ouni Ta BymHI XBOpOOW: TJayKoMma, 3JI0SAKICHI MIOIaTisi, KOCOOKICTb,
OTOCKJIEPO3;

11)  ypakeHHs CKeJleTa: CKOJII03H, aHKIIO3UBHUMN CITOHIUIIOAPTPHT;

12)  3axBOproBaHHS KpOBIi: NEpHilio3Ha aHeMisi, XBopoba Bepmbroda, cripaBxHs
MOJIITUTEMISI.

s xBopoO 31 CHAJAKOBOIO CXWJIBHICTIO XapaKTepHI BCl O3HAKU MOJIT€HHOTO

yCHaJIKyBaHHS:

YUM MEHIIIE TPAIUIAETHCS XBOPOOa B MOMYJIAIIT, TUM BUIIUN PU3UK JJI1 POIUUIB
npoOaHya;
- YUM CWIbHINIE BHpPaXeHa XBOpoOa B MpoOaHAa, TUM BUIIUNA PU3MK JJs HOTO
POJINYIB,
- PU3UK JUIsl poAnyYiB poOaHia Oye BUILMM, SIKIIO XBOPUH — KPOBHUI poInY;
- SIKIIO PI3HUI B YacTOTI 3aXBOPIOBAHHS 3aJICKUTh BiJI CTaTi, TO PHU3MK IS
poauuiB OyJe BUIIMM B TOMY pa3i, KOJU MpoOaH] HaJICXKHUTh 0 CTaTi, sKa
ypakaeThCsl MEHIIIE.
MynbsTudakTopiajibHi XBOpOOM TpU BCiM CBOIM PI3HOMAHITHOCTI MAalOTh JEsKi
CHUIbHI PUCH:

1.Bucoka gactoTa B MOMYJIAIIII.

2. IcHyBaHHS KJIIHIYHUX (OPM, sIKI YTBOPIOIOTH HETIEPEPBHUHN Psf, BiJl MPUXOBAHUX
CYOKJTIHIYHUX J0 PI3KOBUPAXKEHUX MPOSBIB.

3. butbl paHHIN MOYaToK 1 JAedKe MOCWICHHS KIHIYHUX TMPOSBIB Yy HACTYIHUX
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MTOKOJTIHHSX.

4. 3HayHi cTaTeBl 1 BIKOBI PO3XO/KEHHS B MOMYJIALIIHIN 4aCTOTI HO30JOTTYHUX
dhopm.

5. BizHocHO HU3BKUII piBeHb 32 MaHI()ECTHUMHU MPOSIBAMU XBOPOOU Y MOHO3UTOTHUX
ONM3HIOKIB (HIKYE) Ta ICTOTHO TMEPEBUIYIOYHMM BIAMOBIAHUN piBEHb Yy JIU3UTOTHUX
OJIM3HIOKIB.

6. HeBinmoBiAHICTS 3aKOHOMIPHOCTEH YCHaJIKyBaHHS MPOCTHM MEHJIENIBCHKUM
MOJEISAM. 3 OIJISIAYy Ha PI3HOMaHITHI MEXaHI3MHU, 1110 BIUIMBAIOTh HA PO3BUTOK 1 Mepedir
XBOpOOH, HE BIAETHCA MPOCTECKUTH UITKUX 3aKOHOMIPHOCTEH Tiepenadi 3aXBOPIOBAHHS 3
MOKOJIIHHSA JI0 TOKOJIHHA. AHami3 poAOBOJIB NpH MYJIbTHU(HAKTOPIAIBHUX XBOPOOax
IPYHTYEThCS HE Ha 3aKoHax [ .MeHnens, a Ha eMIIpUYHO OTPUMAHUX JTAHUX.

/. 3aJIeXHICTh CTYINEHS PHU3HMKY [Js POJMYIB XBOPOrO BiJ YAacTOTH XBOpPOOH B
nomyJisilii (BOHA TUM BHINA, YUM PIiJIIE 3YCTPIYA€EThCA JaHE 3aXBOPIOBAHHS); PHU3UK
3pOCTa€ 3 HApPOIKEHHSIM KOXKHOTO HACTYIHOTO XBOPOIO, KpiM TOTO, BIH MiJBUIILYETHCS B
MIpY 30UIBIIEHHS CTYIIEHS TSAKKOCTI XBOPOOH MpoOaHa.

8. [lomiOHICTh KIIIHIYHMX Ta IHIIMX TPOSBIB XBOPOOM B HAMOIMIKYMX POIUYIB
npobaHja, MO0 BiAA3EpPKAIIOE KOEPIIIEHT CMAIKOBOCTI (ISl MOJIT€HHUX XBOpOO BIH
nepesuiiye 50-60%).

I'pyna puszuxy npu myremughaxmopianvhux 3axeopiosanusax. Jlo AaHOl Trpynu
BIIHOCATH 0CI0 3 ypaxyBaHHSM BEJIMYMHU CIIAJKOBOTO OOTSKEHHS, KA 3aJIC)KHUTh BIJ
TSOKKOCT1 3aXBOPIOBAHHS, CTYIEHS CIIOPITHEHOCTI 3 XBOPHUM 1 YMCJIa XBOPUX Yy POJIMHI.
BusiBneHHs Tpyn pU3MKY 3a JIONOMOTOK0 KIIIHIKO-T€HEAJOTIYHOTO METOJY A03BOJISIE
e(EeKTUBHO MPOBECTU PaHHI JIKYBAIbHO-IPODUIAKTUYHI 3aXOAM JJiA 0Ci0, CXUJIBHUX O
PI3HUX 3aXBOpPIOBaHb. Tak, 3a HAsBHOCTI TIMEPTOHIYHOI XBOpPOOM B OJHOTO 3 OATHKIB
HEOOX1THO KOHTPOJIIOBATH apTepiaibHUN THCK Y IUTHHU, PEKOMEHYBATH IIaTHUN PEIKUM.
VY nux poauH MOTpiOHO SKOMOTA paHillle MPOTaryBaTH 3JI0POBHA CIIOCIO JKUTTSI, a YiIeHaM
UX pOAMH Tpeba TMOCTIMHO 3aliMaTHCS CHOPTOM, JOTPUMYBATHUCS PEXUMY TIpaimi 1
BIJIIOYMHKY, OOMEXKYBATH CIIOKMBAHHS KyXOHHOT COJIl. SIKILIO TaKi 3BUYKH PO3BUBAOTHCS 3

JMTUHCTBA, TO BOHU MOXKYTb MaTH npodinaktnyanii edext. CiMeitHuiA Jlikap TOBUHEH MaTh

98



TICHUI KOHTakT 13 poauHOr0 xBoporo. [Ipu mepriii ¢ikcanii MiIBUILIEHHS apTepialibHOTO
THUCKYy OCOOy 3 Tpymu pH3WKYy Tpeba B3ATH Ha AucmaHcepHui oOmik. OcobnmuBa yBara
NOBUHHA TPUIUIATUCS POJUHAM, WIEHW SKUX CXWJIbHI J0 TaKUX XBOPOO, SIK IyKPOBHIA
miaber, BUpa3koBa XBOpOOa, eMiIencis, Mu30(peHisl.

Tak, y BUManKy, SIKIIO OJUH 3 OaThKIB XBOPHM, TO PU3UK HAPOKEHHS IUTUHU 3
IykpoBuM niabetoMm aopiBHioe 10%. OTxe, icHye peanbHa HeOe3leKka pPO3BUTKY JTaHOTO
3axBOpIOBaHHS. WIEHIB TakWX POIWH HEOOXITHO IMOCTaBUTH HA JUCIAHCEpHUU OOIIK,
NeP10IUIHO TTPOBOAUTH MPOGIIAKTHYHI OTVISIN 13 3aCTOCYBAaHHSM J0JIATKOBUX METO/IIB.

5. 'eneTn4Hi XBOpPOOM COMATHYHHMX KJITHH (OHKOJIOTiYHi, HOBOYTBOPEHHS).
XBopoOM reHeTHYHOI HECYMICHOCTI MaTepi Ta IJ104A.

I'enemuuni xeopoou comamuunux Knimun (OHKO0J02i4HI, HO80ymeopenHs). Taki
XBOpOOM BIJTHECEHI JI0 OKPEMOI I'pylH CIAJKOBOi MaTojorii HeaaBHo. Llbomy crpusiio
BUSIBJICHHS MPHU 3JI0AKICHUX HOBOYTBOPEHHSX CHNEIU(PIYHUX XPOMOCOMHHUX NepeOyaoB y
KIIITUHAX, 10 BUKJIMKAIOTh akmugayilo oHkoeerié (peTUHOOJAcTOMa, MyxJivHa Binbca).
Taki 3MiHM B T€HETHYHOMY Marepiajil KIITHH € €TIONaTOr€HETUYHUMU IS 3JI0SIKICHOTO
pPOCTYy 1 TOMy MOXYTh OYTH BIJIHECEH1 O KaTeropii reHeTUYHOi mataiorii. Bxke € mepii
JOKa3| TOTO, 10 CIIOPaJNYHI BUTIAIKHA BPOHKEHUX BaJl PO3BUTKY € pPe3yJbTaTOM MyTaIlii
B COMAaTUYHUX KJIITHHAX B KPUTUYHOMY Tepiofii eMOpioreHe3y. BiamoBinHo, Taki BUNIAIKU
MOKHA PO3TJISIIATU K TEHETUYHY XBOPOOY COMAaTUYHUX KIIITHH.

[{i1kOoM MMOBIPHO, 1110 AyTOIMYHHI MPOUECH 1 CTApIHHSA MOXKYTh OyTH BIAHECEHI 110
1i€1 JX KaTeropii reHeTHYHOI IMaTaJIorii.

Xeopobu, aKi GUHUKAIOMb NPU HECYMICHOCMI Mamepi ma naooa 3a AHMUZEHAMU.
XBopoOH, sIKI BHHUKAIOTh MpPU HECYMICHOCTI MaTepi 1 IJIoJa 3a aHTUTeHamu (Ae),
PO3BUBAIOTHCA B pe3yJIbTaTl IMyHHOI peakiiii Matepi Ha aHTureH (4e) wiona. Kpos mioga
B HEBEJNMKIA KUIbKOCTI MOTPAIUIAE€ B OpraHi3M BariTHoi. Ko miija ychnajakyBaB Bij
Oatbka Takuii aneiab Ae (Ae+t), sKoro Hemae y marepi (Ae ), TO opraHisM BariTHO{
BIJINOBIJIa€ IMYHHOIO peakii€ro. AHTHTUIA MaTepi, NPOHWUKAIYM B KpPOB IUIOJA,
BUKJIMKAIOTh y HBOTO IMYHHMM KoH(pmikT. HalOinpm THnoBe 1 a00pe BUBYEHE

3aXBOPIOBAHHS IIi€] TPYNMU — TEMOJITUYHA XBOpOOa HOBOHAPO/KEHUX, sIKAa BUHUKAE B
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pe3ynbTaTi HecymicHocTi mMarepi 1 tioga 3a Rh-4e. XBopoOa BUHWKAaE B THX BUIAIKaX,
kosu Matu Mae Rh™ rpymy kpoBi, a mwrix ycnaakysas Rh+ anens Bin 6aTbka.

IMyHH1 KOH(IIIKTH BIIMIYAOTHCS 1 TPU HECYMICHUX KOMOiHaIisIX 3a Ae rpynu ABO
MDX BariTHOIO 1 iiogoM. B 1minoMy msi rpyma ckiajgae 3Ha4Hy 4YacTUHY Marojorii (B
JEeSKUX MOMyJsisx y 1% HOBOHApOMKEHHUX) 1 JOCUTh YacTO 3yCTPIYAETHCS B MPAKTHUIIL
aKymiepa-riHeKkosora Ta B MEAMKO-TeHEeTUYHUX KOHCYJIbTAIlisIX.

6. eHeTHYHA reTeporeHHiCTh CNAIKOBUX 3aXBOPIOBaHb. I'eHoKomii.

Tepmin reHeTnyHa reTeporeHHicTh Brepiie 3amnpoBaauB C.M. JlaBunenkos. Lle
O3Hayae, MO0 KIiHIYHA (opMa CHaJKOBOTO 3aXBOPIOBAHHA MOXXE OYTH 3yMOBIIEHA
MyTalisIMA B PI3HUX JIOKycax a00 pI3HMMH MyTalisiIMd B OJHOMY JIOKYCl (MHOKMHHI
anent). [Ipu nboMy mMae Miciie KIiHIYHA CXOXKICTh (DEHOTHITY.

['eHeTMYHA TE€TEPOreHHICTh MOLIMPIOETHCA HA BCl OUIKM OpraHi3My — BHHHKAE
CIa/IKOBE TOPYIICHHS CUHTE3Y PI3HUX OLIKIB a00 PI3HMX BapiaHTIB OJIHOTO 1 TOTO Xk OLIKa.
['eHeTHYHa TeTEPOTEHHICTh MOKE€ OYTHM 3yMOBJIEHa MYTalisIMM B pI3HHUX JIOKycax
(MDKIIOKYyCHA reTeporeHHicts). Hampukman, cunapom Enepca-Hanno (11 dopwm),
rimkoreHosu (monan 10 gpopm), HelipodidpomaTos (6s1mu36K0 6 hopm).

JIKepenoM IeHeTHUYHOI IeTepOreHHOCTI 1 BUCTYIMAlOTh MyTalli B OJHOMY JIOKYCI
(BHYTPIITHBOJIOKYCHA T€TEPOTeHHICTh). [Ipu 11bOMy pi3HI MyTaHTHI ajiell MPOSIBISIFOTHCS
dbeHoTunHO HeoaHaKOBO. Hampukian, pizHi B-Tanacemii, MyKoIroJicaxapu034 Ta iH.

BcraHoBiieHHsT  CTymeHsi TEHETHMYHOI TEeTEpPOTeHHOCTI CMaJKOBHX  XBOPOO
IIPOBOJIATH HA PI3HUX €Talax BUBYCHHS: KJIHIYHOMY, BU3HAUCHHS TUITY YCIIaJIKOBYBaHHS
1 JoKami3alii reHa, BCTAHOBIIEHHI THUNY O10XIMIYHOIO J1e(DEeKTy, MOJEKYJSIPHOI OCHOBU
mytamii Ha piBHl JHK. KommiiekcHuM 3acToCcyBaHHSAM 3a3HAYE€HHX CHOpPSIMyBaHb
BUBYEHO JIEKLJIbKAa ()OPM HEPBOBO-M’SI30BHUX AUCTPOPiii, CrIaKOBUX POPM KapIUKOBOCTI,
reMOTJIO0IHOMNATIH, TIIIKOIeHO31B.

Comamuyni mymayii — 116 3MIHH CHaJKOBOT'O XapakTepy B COMATUYHUX KJITHHAX,
SK1 BUHUKAIOTh HA PI3HUX €Tamax po3BUTKY 0coOMHU. BOoHUM "acTo He mepenaroThes mo

CHaJKOBOCTI, a 3aJUIIAI0THCS, IOKH KMBE OPraHi3M, 1110 3a3HaB MYTallIHHOTO BILJIUBY.
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['eHOMHI, XpOMOCOMHI 1 TeHHI a0epailii B COMaTUYHUX KIITHHAX € HACIIIKOM Iii
MyTareHHUX YWHHUKIB. Y JIIOAMHU 1€ eTIONOTiYHI (PAKTOpU CHAJKOBUX XBOPOO.
3axBOPIOBAHHS, 3YMOBJICHI T€HOMHHUMH (3MiHA YHCIIa XPOMOCOM) 1 XPOMOCOMHHUMH
(3MiHA CTPYKTYPH XPOMOCOM) MYTAIlIIMU, HA3UBAIOTHCS XPOMOCOMHUMU, IO CKIIAAI0Th
0,5 — 15% Bcix cnmaakoBUX XBOPOO.

l'enni, abo mouxoei mymayii — 11e pe3ynbTaT MOJeKyJsapHuX 3MmiH HapiBHi JHK. ¥V
JIOAVMHU BOHU BUKIIMKAIOTH T€HHI XBOpOOW. DEHOTUMIYHO T€HHI MyTallii BUHUKAIOTh Ha
MOJIEKYJIIPHOMY, KJIITHHHOMY, TKAHUHHOMY 1 OpraHHOMY piBHSX. I'€HHI MyTallii MOAUISIOTh
Ha OJHOCANTOBI (OXOIUTIOIOTH 3MIHHA OJTHOTO CalTy) 1 GaraTocailToBi (OXOILIIOIOThH JEKUTbKA
CailTIB TeHHOro Jokycy). ComaTuyHl MyTallli BHUKOPHUCTOBYIOTh y OpPraHi3MIB, SKl
PO3MHOXYIOTbCSI BET€TAaTUBHO, 1 CKJIa/1al0Th OCHOBY CEJIEKIIT KYJIbTYPHUX POCIIUH.

Axmo xpomocomMHa ab0 reHHa MyTallli PO3BUBAOTHCS MICIIS MEPIIOrO0 MITOTUYHOTO
MOJIUTY 3UTOTH, TO MONIKO)KEHHS 3a3HA€ TIJIbKM YaCTUHA COMAaTUYHMUX KJIITHH 1 1HJIUBI]T
Oyne MO3ai4HMM 3a JJaHUM TeHOM. Take sIBUIe OTpUMAalo Ha3By Mmozaiyusm. B omaHHX
KIITUHAX Oyae (QyHKUIOHYBaTH HOPMAJIbHUW ajeib, B IHIIUX — MYyTalldHUNA abo
narosoriuauii. [Ipu 1poMy, Ha BIAMIHY BiJ JIETQJIbHOCTI, NPU YPaKEHHI BCIX KIITHH Y
MO3aiYHOMY CTaHl HE OOOB’SI3KOBO MOPYILIYETHCS KUTTEIISUIBHICT OPTaHi3My, BUHUKAE
(bYHKIIOHAILHUN MO3aiIU3M.

3a yMOB BUHMKHEHHS T€HHUX MYTalliil y pI3HUX JIOKycaxX KJIiHIYHA KapTHHA T€HHOTO
CIaJKOBOT'0 3aXBOPIOBaHHS (POPMYETHCS BHACIIAOK MOPYIICHHS PI3HUX MATOT€HETUYHUX
naHok. Ilpu mpomy QenoTunHi eexTn MyTariil pi3HUX TEHIB 00 €AHYIOTHCA B OIHY
rpymy, ToOTO A0 OAHIEL TPYIM BXOJATH PI3HI T'€HETHYHI 3aXBOPIOBAaHHS (MyTalli y pi3HUX

JIOKycax), TaKl BUMAJIKU HA3UBAIOTh 2€HOKONIAMU.

Iumannsa ona camokonmpono:
1. CnankoBi XxBopoOu, iXHE BUSHAUCHHS, TPUYUHHU TOSBH Ta Kiiacudikarris.
2. CnagkoBICTh 1 KJIIHIYHA KapTHHA XBOPOOH.
3. CnaakoBICTb 1 pE3yJIbTaTH 3aXBOPIOBAHHSI.

4. MoHoreHHi (MOJIEKYJISIPHI) 3aXBOPIOBAHHSI.
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8.
9.

XPpOMOCOMHI 3aXBOPIOBaHHS.

MynpeTudakropiaibHi 3aXBOPIOBaHHS (MOJIT€HHI 3aXBOPIOBAHHS 31 CIAJKOBOIO
CXWJIBHICTIO).

I'eneTnaHi XBOPOOM COMATHYHUX KIIITHH (OHKOJIOT19HI, HOBOYTBOPEHHS).

XBOpOOU TEHETUYHOT HECYMICHOCTI MaTepi Ta TUI0Ja 3a aHTUTCHAMMU.

I'eneTnuna FCTeporeHHiCTB CIIAAKOBUX 3aXBOPIHOBAHb.

10. Bpomxkeni Baay, ix knacudikamis. ['eHokomii.

11. [IpuHIMIHM JTIKYBaHHS CIIaJIKOBUX XBOPOO.

12. TIpodinakTuka criagKkoOBUX 3aXBOPIOBAHb.

Jimepamypa:
Bbouxos H.II. Knuanueckas reaetuka. — M.: ITDOTAP-ME]L, 2002. — C. 45-226.
Menuuna Oionoris: [linpyunuk mns BH3 III-1V piBuiB Bukiaganus / 3a pen. B.M.
[Timraka, }FO.I. baxopu. — Binaunsa: Hosa kaura, 2009. — C. 201-225.
[Tyrunuesa I’ . Menuuna renetuka: [ligpyunuk. — K.: Meaununa, 2008. — C. 270-
342.
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MEJIUKO-TEHETUYHI ACHEKTH CIM’1

1. TloHATTS TPO MEOUKO-TEHETHMYHE KOHCYJIbTYBaHHS. OpraHizaimiss MeauKo-
TeHETUYHOTO KOHCYJIbTYBaHHS.

2. Etanu mMeamKo-TeHeTUYHOTO KOHCYJIbTYBaHHS.

3. Koncynpramii B pa3l  MyJabTU(aKTOpiaJbHUX  (MOJIT€HHUX)  CITAJKOBUX
3aXBOPIOBaHb.

4. TlpenaranbHa A1arHOCTUKA CHaAKOBOI marosorii. CydyacHi METOIU MPEHATABHOT
IarHOCTHUKH.

5. CKpUHIHT-IIpOrpaMH JjIs HOBOHAPOIKEHHUX.

6. I[lepcniekTuBU reHOTEpaNii.

1. IIoHATTS NPO MeIMKO-TeHEeTHYHE KOHCYAbTYBaHHsA. Opranizamis Meauko-

reHEeTHYHOT0 KOHCYJIbTYBAHHSI.

He3Bakatoum Ha 3Ha4HI yCHiXW B 3amoOiraHHl ¥ JIIKyBaHHI CHAaJKOBUX XBOPOO,
MOKM IO pPaJUKaJIbHOTO JIIKyBaHHS 1€l matojorii Hemae. Ha cydacHoMy etami
OCHOBHUM METOJ 3aro0iraHHs CHaJKOBUM 3aXBOPIOBAHHSAM — II€ MEIUKO-TCHETHYHE
KOHCYJIbTYBaHHSI CIMEH, OOTSKEHUX CIaIKOBOIO HETYTOI0.

OcTaHHIMH pOKamMHu 3HAYHO MOIIMpHUiacs MpoduIakTHKa CHaaKoBUX XBOpoO. Lle
MOB’S3aHO Hacamrmepea 13 3aCTOCYBaHHSM Ha TMPAKTUIl  MEIUKO-TEHETUYHOTO
KOHCYJIbTYBaHHsI, TPEHATAIbHOI JIarHOCTUKM Ta BUBUYEHHS €TIOJOTIi W MaToreHe3y
CIaJIKOBUX 3aXBOPIOBAHb.

MenuuHa reHeTuka — 11 Hayka il OJIHOYaCHO 1 raiy3b OXOPOHU 310pOB’s. SIK ramysb
OXOPOHHM 3JI0POB’Sl BOHA Ma€ CICIiaJIbHI 3aKJIau: KaOIHETH MEIMYHOT TeHETHKH, METUKO-
TEeHETUYHO! KOHCYJIbTallli, BIAJIIM CHAJKOBOI TMATOJIOTHi HOBOHAPOKEHUX, MEIUKO-
TCHEeTUYHI IEHTPH, SIK1 HAJIAl0Th CTHEIIalli30BaHy MEMYHY JTOTIOMOTY HACEJICHHIO.

Opnna 3 GopMm HamaHHS TaKOi JOMIOMOTH — MEIUKO-TEHETUYHE KOHCYJIBTYBAaHHS, BiJ
SIKOTO 3HAYHOIO MIPOIO 3aJICKUTh MpEeHaTalbHa 1 AUTSIYa CMEPTHICTh, HAPODKEHHSI TITEH 3

MPUPOKECHUMH BaJIaMU PO3BUTKY, MUMOBLJIbHI BUKHUTH1, MEPTBOHAPOKEHHS, TPUBATICTD
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KUTTS JTIOAUHU. TOMY BIIKPHUTTS HOBUX 3aKJIAJiB MEIUKO-TCHETUYHMX KOHCYJIbTAIINA —
OJTMH 3 HAWTOJIOBHIIMX TNUISXIB 3HWKEHHS YacTOTH TMPHUPOKEHUX BaJl PO3BHUTKY I
CHAJIKOBUX 3aXBOPIOBAHb, SIKI BUSIBIISIIOTHCS HE JIMIIE B HOBOHAPO/DKEHUX, a U B 3pLJIOMY
Bill. ['0/loOBHE 3aBmaHHA MeAWKO-TeHeTHYHMX KoHCymbraiidn (MI'K) — me 3amoGiranHs
HApO/KYBaHHIO XBOPOI IUTUHU HA CHAJIKOBY IMATOJIOTIIO Ta 3 TSHKKUMH BaJlaMU PO3BUTKY.

B Vkpaini Taky 1onomMory HaJiatoTh:

- MiCbKi MeqKo-TeHeTn4Hi kabinetu (MI'K);

- MDKpalOHHI MEJIMKO-TeHETUYH1 KaOlHEeTH;

- obmacHi MeauKo-reHeTnyHi nentpu (MI'LY);

- JIbBIBCHKUI HAYKOBO-JIOCJIITHAM THCTUTYT CHAAKOBOI MATOJIOTII;
- YKpalHCbKUI HAYKOBUM LICHTP MEIMYHOI T€HETUKY;

- Kpumcekuii pecriyonikancekuii CMI'L;

- IGHTPY OXOPOHU MATEPUHCTBA i JUTUHCTBA,;

- IEHTPU MEIUYHOI TeHETUKU 1 penpOAYKTUBHOT METUITUHH.

Po6oToI0 MemuKO-TeHeTUYHOI CIIy>)kOM B YKpaiHi Kepye KoopauHaiiiiHa Pama 3
MEAUYHOI TEeHETUKH Tpu MIHICTEpCTBI OXOpPOHU 370pOB’S YKpaiHM Ta TOJOBHUU
cnewiamict MO3 Ykpainu.

KaGinetn MaroTh OyTH y BCIX MICTax, Jie YUCETbHICTh HaceneHHs nepesuiiye 100 Tuc.
YOJIOBIK, a MeIMKo-TeHeTn4yH1 neHTpr — 300 TuHc. 1 Oiabine. BoHN CTBOPIOIOTHCS Ha Oa3ax
palloHHUX Ta MICBKUX JIIKAPEHb 1 € CTPYKTYPHUMHU MiAPO3ALIaMHU IIUX 3akjaaiB. ['oigoBHE
3aBJIaHHS IMX KaOIHETIB — BUSABHUTU OCIO, Y SIKUX MiJO3PIOIOTH CHAJKOBY MATOJOTiIO0, U
HanpapiaTy ix 4o MI'K 1 MI'L]. Bouu npoBoAsSiTh TakoX YJIBTPa3ByKOBE JTOCIIIKEHHS
BariTHux. Jlo mrary cmiBpoOiTHUKIB MI'K 1 MI'L] BXxomsaTe mnemiatpu, akyliepu-
T'HEKOJIOTH, SIK1 MPOMIILIN CHeIliami3allio, 3 MeIUIHOI TCHETUKH.

Menuko-reHeTU4HI KaOlHETH CTBOPIOIOTHCS YIPABIIHHIM OXOPOHH 3/10pOB’sl Ha 0a3l
o0acHoT (Michkoi) mikapHi. DaxiBIil TPOBOAATH KIIIHIYHE MPUHMaHHS, METUKO-TCHETUIHE
KOHCYJIbTYBaHHSI POJIMH, JIArHOCTUKY CMaJKOBOI MATOJIOTIi, MPEHATalbHY 1arHOCTHKY,

CEJICKTUBHUN CKPUHIHT, KOHTPOJIb 32 MACOBUM CKPUHIHTOM Y MOJIOrOBUX OyAuHKax. BoHu
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HAMpaBJIAIOTh Nali€HTIB 10 MikITikapHsHux MI'L] anst yTouHeHHs [iarHo3y, NponaryioTh
MEINKO-T€HETHYHI 3HAaHHS TOILO.

MixobnacHi MI'L] 3000B’s3aHi HajaBaTH CHEIMiai30BaHy JOMOMOI'Y HAaCEJICHHIO
CBOTO PETIOHY 3 A1arHOCTHKH, JIIKyBaHHS W MPOQIIaKTUKUA CHAJKOBUX 3aXBOPIOBaHb. {0
mraty MI'L] BXomsaTh BHCOKOKBaII(PIKOBaHI JIKApI-TEHETUKH, TEAIaTpH, aKyIIepH-
IHEKOJIOTH, €HJOKPUHOJIOTH, NUTAYl HeBpomarosioru, daxisumi Y3/, mikapi-nabopaHtu
(IMTOTeHETHKH, O10XIMIKH Ta 1H.), IHKEHEPH-TIPOTPaMiCTH, MEAUYHI CECTPH, (eNbAlIepu-
7a00paHTH.

HaykoBo-gociHi IHCTUTYTH, KapeIpu MEAUYHOT TeHETUKA MEIMYHUX YHIBEPCUTETIB
NPOBOJATH AOCHIAHY POOOTYy i HAAalOTh JOMOMOTY XBOPHM 31 CIAAKOBOIO IMATOJIOTIEIO.
Koopaunye HaykOBO-0CIIAHY pOOOTY 3 METUYHOT TEHETUKU Y KPATHCHKUI HAYKOBHUI LIEHTP
meanuHoi reHetukn MO3 VYkpainm 1 HAH VYkpainun. Koopaunamito poboTtu menmko-
TeHETUYHOI Cyk0u Ykpainu 3miiicHioe Pama 3 menuuHoi reHeruku npu MO3 Ykpainu.
[Ilopoky BiiOyBarOThcs KOHGEPEHIIi, Ha SIKUX MIJCYMOBYIOTh POOOTY, IPOBEACHY 3a PIK, a
OJIMH Ha 5 POKIB — 3’13/ MEIUYHUX T€HETUKIB Y KpaiHHU.

Hespakatoun Ha 3Ha4yHI yCmiXM B MNpOPUIAKTUIN ¥ JIKYyBaHHI CHAJKOBHX
3aXBOPIOBaHb, HAa CYYaCHOMY €Talll PO3BUTKY MEIWIIMHU JOMOMOra B pa3l IEeBHUX
TCeHETUYHO 3YMOBJICHHX XBOPOO HE 3aBXIU MOXKE OyTH paguKkaibHO. TOMY OCHOBHHUM
METOJIOM MPOQUIAKTUKH TAKKUX XBOPOO € MEAMKO-TEHETWYHE KOHCYJIbTYBaHHS POJUH 3
OOTSKEHOIO CHAaIKOBOIO MATOJOTIERO.

TakuM 4MHOM, MeOUKo-2eHemuyHe KOHCYIbmMy8aHHA — 11e KOMYHIKaI[litHUNA npo1iec,
MOB’SI3aHUKM 3 BUPIMICHHSIM MPOOJIEM IIOM0 TOSIBU PHU3UKY CIHAJKOBHX 3aXBOPIOBaHb Yy
pPOIMHI; CHelialli3oBaHa MEAMYHa JOMOMOra; HaWOUIbII pO3MOBCIOMKEHA (Qopma
Mpo(TaKTHKU CIIAJKOBUX XBOPOO.

OcHo6HI 3a80aHHSI MEOUKO-2eHEMUUHO20 KOHC)IbINYBAHHSL:

1) BCTaHOBJCHHS TOYHOT'O JiarHO3Y MPUPOKCHOTO UM CIAAKOBOIO 3aXBOPIOBAHHS;
2) BU3HAUYCHHS TUITY YCHaIKyBaHHS 3aXBOPIOBAHHS B IaHIM POAMHI;
3) po3paxyHOK BEJIMUMHU PU3HMKY ITOBTOPEHHS 3aXBOPIOBAHHS B POJIMHI;

4) MOSICHEHHS 3MICTy MEIUKO-T€HETHYHOTO MPOTHO3Y TUM JIFOJIAM, III0 3BEPHYJIHCS 3a
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KOHCYJIbTAII€10;

5) AucnaHcepHE CIIOCTEPEKEHHS 1 BUSBIICHHS TPYNH MiABUINEHOTO PH3UKY cepel
POAWYIB 1HMBIAA 31 CIIAJIKOBOIO XBOPOOOIO;

6) mpomnaranja MEJUKO-TCHETHYHUX 3HAHb CePeJI JIIKapiB 1 HACEIICHHS.

OTxe, MeIUKO-TEeHETUYHE KOHCYJBTYBaHHS € OJIHUM 13 BHUIIB CHEIIaTi30BaHOl
MEIUYHOI JIOTIOMOTH HACEJICHHIO, SIKa CIIPSIMOBAaHA TOJIOBHUM YMHOM Ha 3aro0iraHHs MOsBU
B POJIMHI XBOPHX 31 CHaJKOBOIO MATOJIOTIEI0, TA HATAETHCA JIIKAPEM-TE€HETUKOM 1 TIOJISTae y
BU3HAYEHHI MPOTHO3Y HAPOHKEHHS JUTUHHU 3 YPOJKEHOIO Ta CHAJKOBOKO IATOJIOTIEI0 B
CiM’1, pO3paxyHKy BIPOTITHOTO PU3MKY MAaTOJOTIi Ta HagaHHI iHopMaiii OaTbkaM s
MIPUHHSATTS PIIICHHS 1010 HAPOHKCHHS TUTHHH.

Tlokazanns 01 MeOuKo-eeHemuyH020 KOHCYIbIY BAHHSL.

- HApOJDKECHHSI TUTUHU 3 IPUPOKEHUMU BaJaMHi PO3BUTKY;

- OMH 13 0aThKIB XBOPHIA;

- BCTaHOBJICHA YM I1103pIOBaHa CI1aJIKOBa XBOPoOa B POJMHI;

- 3aTpuMKa (p13UYHOrO PO3BUTKY UM PO3YMOBA BIACTANICTh Y JUTHUHU;

- TIOBTOPHI CIIOHTaHHI a00pTH, BUKU]IHI, MEPTBOHAPOXKCHHSI,;

- ONMU3BKOCMOPIHEH] HUTIO0U;

- BIK BariTHOi MoHaa 35 poKiB;

- HECTPUATIWBI BIUIUBH (PAKTOPIB 30BHIIMIHBOTO CEPEJOBHINA B paHHIA TEpMIH
BariTHOCTI (1H(EKIIIHI 3aXBOPIOBaHHSA, OCOOJMBO BIPYCHOI €TiOJOrii, MacHBHA
JiKapchKa Teparis, peHTTeHT-11arHOCTHYHI MTPOIICIypH; paaiallis Ta iH.);

- HECHPUATIMBUN nepedir BariTHOCTI;

- Oe3mniaHui nuto6 (3 poku B U001, a 1iTEH HEMAE );

- TIepBUHHA aMEHOPEs B KIHKU;

- YCHHOBJICHHS IUTHHH.

Sk yxe 3a3HavasIocs, rOJIOBHE 3aBJaHHS MEIUKO-TEHETUYHOTO KOHCYJIbTYBaHHS —
16 BHU3HAYCHHS MWMOBIPHOCTI HApO/DKEHHS XBOpPOi JUTHHU B POAWHI MpoOaHna;
CKJIQAA€Thes 3 1HGOPMYBAHHS JIFOAWHU MPO PU3UK PO3BUTKY CHAJKOBOTO 3aXBOPIOBAHHI,

nepeaadi Horo HaraakaM, Ipo JIarHOCTUYHI Ta TePareBTHYHI 1.
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KoHcynbTyBaHHS 3 IPHUBOy MPOTHO3Y HAIIAAKIB MOXKHA PO3IUINTH HA JIBI BEJHKI
TPyTH:

a) nepcnekmugHe KOHCYIbMY68anHs — 11€ HaWO1IbI ePeKTUBHUN BU MPODUIAKTHUKA
CHaJIKOBUX XBOPOO, KOJU PU3HMK HAPOKEHHS XBOPOi JTUTHHU BU3HAUAETHCA IIE 0 3a4aTTs
Y Ha paHHIX ii eTanax. Y IbOMY BHUIIAJKY MOAPYXOKs, HAallpaBlIeHE Ha KOHCYJIBTAIIIIO0, HE
Ma€e XBOPOi JUTHUHHU, aje ICHY€ MEeBHUM PU3HK 11 HAPOIKEHHS, IO IPYHTYEThCS Ha JIAHUX
TeHEaJOTIYHOT0 JOCTIKEHHS, aHAMHE3Y 4H 1epediry 1aHoi BariTHOCTI;

0) pempocnexmugne — 11€ KOHCYJIbTYBAHHS 111010 3I0POB’S MaOyTHIX AITEH Mmicisa
HApOJKEHHS B POJIMHI XBOPOi TUTHHHU.

['0OTOBHUM METOJIOM MEIUKO-TEHETUYHOTO KOHCYJIbTYBaHHS € TeHEeaJoTiuyHUuN
MeToJl. MOXIUBICTh MPABUIBHO PO3paxXyBaTH TEHETUYHUM PHUBUK 3aJCKUTh B
OCHOBHOMY BIJI TOYHOCTI BCTaHOBJIEHOTO JlarHo3y 1 BiJ MOBHOTH 310paHuX
reHEAJOTIYHUX JaHuX. 30upaHHA JaHUX Ui POJAOBOAY Mae OyTH MaKCHUMAalbHO
BUUEPIHUM 1 3po0JeHO Jyke peTeabHo. MiHiManbHui o0car iHdopmalii Mae
OXOIUJTIOBATH B1JIOMOCTI HE MEHILIE, HI>)K PO TPU-YOTUPHU MOKOJIIHHS.

2. ETanum MeQuKO-TeHeTHYHOT0 KOHCYJIbTYBAHHS.

KoHCynpTyBaHHSI TOBHHHE CKJIAQJAaTUCS 3 JEKIJIBKOX €TaIiB AJ1 TOTO, mo0 Jikap-
TEHETUK MIT JIaTh OOIPYHTOBaHY PEKOMEHJAIlI0 1 MArOTyBaTH JIIOACH 10 MPaBUIBHOTO
cnpuiHATTS nopaau. [lpu 1poMy mepen JikapeM BUHHKAIOTh HE TUTbKM T€HETUYHI, ajie i
MOPATTbHO-CTUYHI TUTAHHSL.

Ilepwuit eman KOHCYNbTYBaHHS IOYMHAETHCS 3 VMOUHEHHs Oia2HO3Y CHAOKOBOI
x60poou. 1le BUMarae OJIM3bKOrO KOHTAKTY MK '€HETUKOM 1 JlIKapeM-(paxiBLEM Y raimy3i Ti€i
MaToJIOTi, fIKa € MPEIMETOM KOHCYJIbTYBaHHS (aKyllep, TMeaiaTp, HEeBPOIMATOJIOT Ta 1H.).
[TouaTKOBUM MOMEHTOM JIIarHOCTHKH € KITIHIYHUM J1arHO3.

['eHeTHYHI METONM JIarHOCTUKHU JAal0Th 3MOT'Y BHOKPEMHUTH cepel ONU3bKUX 3a
KIIIHIKOIO 3aXBOPIOBaHb JOMIHAHTHI, PEIECHBHI, AyTOCOMHI Ta 34eIUIeHl 31 CTaTTHo.
3’sacyBaHHS TUITy YCHAJIKyBaHHS Ma€ BHUPINIATbLHE 3HAUYEHHS Y BU3HAYCHHI PUBHKY
HapopKeHHsT XBopoi mutuHH. [1l00 ycraHOBHTH MeTOmW, 3a SKMUMH OYyIyTh IMPOBOIUTH

OOCTEeXKEHHS, TEHETHKH CKJIQJAl0Th POJOBIA 1 aHAN3YyIOTh HWoro. JleTaibHO CKIageHUi
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POIOBI Ja€ MOXKIIUBICTD HE JIMIIIE BCTAHOBUTH THIl YCIaIKyBaHHS MATOJIOTIT B POAMHI, a U
3’sICyBaTH T€HOTHI MPOOaH/Ia Ta ETKUX MOTO POIUYIB.

Ha dpyzomy emani xoHCynbTyBaHHS 3aBJJaHHS JIIKAPSA-TEHETUKA — GUIHAYEHHS PUSUKY
HApOOJICEeHHsT X8OpOI OumuHu (cknadants npocHo3y). Po3paxyHOK T€HETUYHOTO PU3HKY B
POJIMHI TIPOBOJUTHLCS IMICIS BCTAaHOBJICHHSA (200 MIATBEP/HKCHHS) J1arHO3y CHaJKOBOI UM
YPOJDKEHOI MaToJIorii. 3a HEMOKIIMBOCTI BCTAHOBIJICHHS TOYHOTO JIarHO3y BUKOPHCTOBYIOThH
PO3paxyHKH 3arajbHO MOMYISIIMHUX PU3UKIB 3 1H()OPMYBAaHHSM MAIIEHTIB IIOIO IXHBOTO
BIJIHOCHOT'O XapaKTepy.

[ITo6 3pobuTH TPOTHO3, TEHETUK (OPMYITIOE TEHETUYHE 3aBIaHHS, BUPIIICHHS SIKOTO
IPYHTYEThCSI 200 Ha TEOPETHYHHX PO3pPAXyHKaX 3 BUKOPHUCTAHHSIM METOJIB TEHETUIHOTO
aHai3y W BapialliifHOi CTaTUCTHKK a00 Ha EMIIPUYHUX JaHUX. BUXITHUM TyHKTOM Yy
BU3HAUYEHHI PHU3UKY € pOJIOBIA pOAUMHHU. Po3paxyHOK pH3MKYy B pa3l MOHOIE€HHOI'O
yCIIaIKyBaHHS IPYHTY€EThCS Ha 3aKOHaxX MeHiens.

['eHeTnyHU pU3KK — 1€ WMOBIPHICTH TMOSIBU TEBHOI aHOMaii B TOTrO, XTO 3BEPHYBCS
(mpo6anyia) aGo Horo Hamakis. HMoro BU3HAYAIOTH JBOMA CIIOCOOAMI:

1. TeoperuuHi po3paxyHKH, IPYHTYIOTbCS Ha TE€HETHYHMX 3aKOHOMIPHOCTSX,
BHUKOPHCTOBYIOTH JIUISI MEHJIEITIBCBKUX XBOPOO.

2. Jlis HEMEHIEMBCBKMX 1 XPOMOCOMHHX XBOPOO KOHCYJIBTYBaHHS TIPYHTYIOTHCS
MEPEBAKHO HA EMITIPUYHUX JAaHUX, TOOTO Ha (DAKTUYHUX CIIOCTEPEKEHHSX, a HE Ha
TEOPETUUHUX TepenyMoBax. PoO3paxyHOK pHU3MKY MYyJIbTH(PAKTOPIAIEHUX XBOPOO
IPYHTYEThCSI HAa EMIIIPUYHHUX JAaHUX TPO MOMYJSINHY W CIMEHHY MOIIMPEHICTh
KOHKPETHO KOKHOTO 3aXBOPIOBAHHS a00 MPO BaJI PO3BUTKY.

Ha mpemuvomy emani nikap NoBUHEH AIWTH BUCHOBKY NPO PUSUK BUHUKHEHHS X80POOU 8
oimeu oocmedxcysanux. CKIanarodd peKOMEHAII, JIKap Ma€ BpaxyBaTy TsHKKICTh CIMEHHOT
TIATOJIOTI1, BEIMYMHY PU3UKY HAPOKEHHS XBOPOI JUTHHH Ta MOPATLHO-CTUIHUH O1K MMATaHHS.

Pexomenpanii moao AITOHAPOKEHHS MalOTh OCOOJIMBO BEIIMKE 3HAYCHHS B TAaKHX
BUTIAJIKAX, K CyOJeTanbHI 1 JieTalbHI T€HHI 3aXBOPIOBAHHS, TSHKKI XPOMOCOMHI XBOPOOH,
ayTOCOMHI 1 3UEIJIEH] 31 CTaTTIO JOMIHAHTHI M PELECHBHI 3aXBOPIOBAHHS, TICUXIUH1 HEIYTH Ta

POJIMHHI TUTIOOH.
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Yemeepmuii (3axioynuii) eman — nopaoa jiKapsi-eeHemuka cim’i, 10 TOJIATaE B
J0NOMO31 6aTbkaM y MPUUHATTI MpaBUIIbHOTO pilieHHs. Bin motpeOye HaiOUIbIIOI yBaru.

JIns mocsATHeHHS METH KOHCYJbTAIlli mij yac Oeciau 3 mali€eHTaMu JIIKap-TeHEeTHK
MOBUHEH ypaxyBaTH OCBITY, COIAJIbHO-€KOHOMIYHWI CTaH pOJWHH, OCOOHMCTOCTI
HOJIPYKsI, IXHI B3aEMOCTOCYHKH TOIIIO.

Ha cphoroani Tinbku He3HauHe uuciio poauH (He Outbmie 10%), sskuMm moTpiOHA
mopajia JiKaps-TeHEeTUKa, 3BEPTAETHCS 3a TAKOK CIEIialli30BaHO0 aomomMoror. [lpu
poMy Oinbie 50% HampaBiIeHUX Ha KOHCYJBTAII0 OCI0 MalOTh HEMPABHUIIbHI TTOKa3aHHS
s 11 mpoBeZieHHs. L5 HeBIAMOBIIHICTh MIXK BETMYMHOIO MOTEHIIIITHOTO KOHCYIbTYBaHHS
1 3BepTaHHAM 3a HUM IOB’s3aHa 3 oOOCTaBUHAMU: 1) HEOOCTATHIM PIBHEM MEIHMKO-
FEHETUYHHX 3HaHb Yy JIKapIB 1 HACEJCHHS; 2) HEJOCTAaTHIM PO3YMIHHSAM OpraHi3aTopamu
OXOPOHHM 3J0POB’Sl 3HAYCHHS MEANKO-TEHETUYHOTO KOHCYJIBTYBAaHHS SIK METOMY
npoQiIaKTUKN CHAAKOBUX XBOPOO. MeauKko-reHeTUYHe KOHCYJIbTYBaHHS IMOBUHHO CTAaTH
CKJIQJIOBOIO KOMILJIEKCY 3aXO0/1B, CIPSIMOBAHUX Ha OXOPOHY 3/I0POB’Sl MaTepi ¥ IUTUHU, HA
3HIDKEHHS TIPEHATallbHOI CMEpPTHOCTI, TOMY OCOOJIMBOTO 3HAYCHHsS BapTO HAJATH
mporarasjal 3HaHb y Taly3l KIIHIYHOI TEHETHKH JUJIs MPaKTUYHHUX JIKApIB aKyliepiB-
T1HEKOJIOT'1B, HEOHATOJIOTIB, HEBPOIATOJIOTIB, TEPAINEBTIB, OHKOJOTIB. BaxXinBUM
npo(UIaKTUYHUM 3aXOJ0OM BHHHKHEHHS pPaHHIX aHOMaJlil y HalaiKiB € IIUpoKa
CaHITapHO-TIPOCBITHSI TIPOIIAraH/ia sik cepell TOPOCIOro HACeNeHHs, TaK 1 Cepel MiTITKIB,
AK1 CTAaHYTh POJIOHAYAIbHUKAMU HOBUX, (DI3UYHO 1 pO3YMOBO 30POBHUX MOKOJIHb.

3. Koncyasranii B pasi myabTugakropiajbHux (NMOJireHHUX) CnajgKoBUX
3aXBOPIOBaHb.

3a UM TUIIOM YCIaJIKyBaHHS BCTAHOBUTH I'€HOTHIHU OATHKIB 1 MEepea0aynuTH IXHIN
PO3MOJIINT y HAIIAJIKIB HE BAAETHCA, OCKUIBKHM YCMAIKyBaHHS TOJIT€HHUX 3aXBOPIOBAHb
BiIOyBaeThCsl HE 3a 3akoHamMu MeHens. TeopeTUuHHil aHali3 3aCTOCYBaTH HE MOJKHA,
TOMY KOPHUCTYIOTHCSI E€MIIPUYHMMU JaHUMH. ICHYIOTH cChoerianbHi TaOJuIll, B SIKUX
HABEJICHO TOKA3HUKH EMITIPUYHOTO PU3UKY 3aJICKHO BiJ CTAHY 3710pOB’sl OATHKIB, MiTEH Ta
IHIIUX POJUYIB 1 (POPM 3aXBOPIOBAHHA. Y TAaKOMY BUNAJKY BaXKJIMBO Mam’STaTH, IO PU3UK

3MIHIOETBCS 3aJIEKHO BiJ KUIBKOCTI YpaK€HHX Y POJAMHI Ta IXHBOI CHOpifHEHOCTi. Tomy
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OLIIHIOBAaHHS €MITIIPUYHOTO PU3UKY MA€ 3[IMCHIOBATHCS 3a HAWMOBHIIIOK T'€HEAJOTIYHOO
iHpopmarieto. KpiMm Toro, momireHHi 3axBOPIOBAaHHS MOXKHA BUSIBUTH 32 aMHIOTHYHOIO
PIAMHOIO 32 JIOTIOMOTOK0 O10XIMIYHOT'O, IIMTOJIOTIYHOTO Ta 1HIIMX METOJMIB IPEHATaTIbHOI
JIIarHOCTHKH.

Emnipuynunii  pu3uk y BUNAAKY XPOMOCOMHHUX 3aXBOPIOBaHb, 3YMOBIICHUN
KUTBKICHUMHU a0epalisiMid XpoOMOCOM, IyXe€ He3HauHui (He mnepeBuirye 1%), sxmio B
’KOJTHOTO 3 0aThKIB HEMA€ XPOMOCOMHOI aHOMATIi Ta 1HINX YAHHUKIB PU3UKY (HAITPUKIIA,
BIK Marepi). BUHITKOM € TpaHciokartii. SIKio B pojuHi BXe € TUTHHU 3 XBOopoOoto JlayHa
(renomuanii tum 47, XX+21), Toml puU3WK HAPOIHKEHHS XBOPOi TUTHHH 3POCTAE 3 BIKOM
MaTtepi, ajie IKII0 MaTH MoJIoAa (BIKOM 25-35 pOKiB), TO pU3HUK HE Jy’KE BUCOKHIA.

byno 0 imeanbHO, MO0 KOXKHA CiMEHA mMapa MPOWIUIA MEIUKO-TEHETHYHE
KOHCYJIbTYBaHHS 1 OOCTEXEHHS 1Ie A0 3a4arTd. JIuie Tojl ciij MiaHyBaTU BariTHICTb Ta
HapOJKEHHS AUTHHM, 1100 KOKHA BariTHICTH OyJjia Oa)kaHOIO 1 3aKIHYMIIACS HAPOHKEHHSIM
310pOBOI IUTHHM.

4. IlpeHaTtajbHa JiarHOCTHKA cnagkoBoi marojorii. CydacHi Meroam
NPEeHATAJBHOI 1iIaTHOCTUKH.

Ilpenamanwvna (0Oononozoea) diaznocmuka cnadkoeoi namonozii. 1le koMIuiekcHa
rajly3b MEIWUIMHM, SKa IIBUIKO PO3BUBAETHCS; A€ MOMJIMBICTh J1arHOCTYBaTU
MPUPOHKEH] BaJId PO3BUTKY a00 CIaIKOBI 3aXBOPIOBAHHS IUI0/AA HA PAHHIX CTAJIIX HOTO
PO3BUTKY, L0 JoMoOMarae OaTbkaM MPUIHATH PILIEHHS IIOJ0 MEepEepUBaHHSA BariTHOCTI
a00 MAroTyBaTH POAMHY JI0 HAPOJDKEHHS XBOPOi IUTHUHU. JlOCHITKEHHS 3 METOI0
MpEeHaTalIbHOI JIarHOCTUKHU MPOBOASATH 32 JOIMOMOTOI HENpsMUX (0OCTEKEHHS! BariTHOI)
Ta OpsaMUX (OOCTEXKEHHs TIUIOJA) METOMIB. Y JaHUM Yac TpeHaTalibHa J1arHOCTHKA
snivicHtoeThest B I 1 I TpumecTpax BariTHOCTi, TOOTO B TEpioAM, KOJW Y BHIAJKY
BUSIBJICHHSI IATOJIOTII 111€ MOKHA NepepBaTH BariTHICTh. Ha chbOroiH1 MOXKIIMBA 11arHOCTHKA
MPAKTUYHO BCIX XPOMOCOMHHUX CHHAPOMIB 1 6yim3bko 100 cnaakoBux XBopoO, O10XIMIYHUIA
ne(EeKT MpH AKX BCTAHOBIICHUH BipOT1IHO.

HpeHaTaana )IiaFHOCTI/IKa ITOBMHHA BKJIIOYAaTH JABa CTallu.
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a) nepwiuli eman — BUSBJICHHS JXKIHOK (TOYHIIIE, POJAWH) 3 MiJABUIICHUM PU3UKOM
HECIIPUATIMBOTO B TCHETHYHOMY TIJIaH1 Pe3yJIbTaTy BariTHOCTI IPH MEIUKO-TEHETHIHOMY
KOHCYJIbTYBaHHI UM TIEPBUHHOMY OOCTEKEHI yCIX BariTHUX, Y TOMY YHCJI 3 BUKOPHUCTAHHSAM
METO/IIB MPOCIIOI0UO0i TIarHOCTHKH (MIKpOOIONOTIUHE JOCTIHKEHHS, MEIUKO-TCHETHUHE Ta
nabopaTtopHe JOCIiHKEHHS );

0) Opyeuti eman — BJacHE MpeHaTalIbHA JIIarHOCTHKA, aHAII3U MPOBOJATHCS TIIBKH
KIHKaM, 110 MalOTh (DAKTOPH PUBHKY.

Tloxazanus onsa npenamanbHoi 0ila2HOCMUKU.

1. Bik maTepi BU3HA4YCHH y 35 POKIB.

2. HasBHICTh y poavHI MONEPETHBOI JUTUHU 3 XPOMOCOMHOIO MATOJIOTIEI0, Y TOMY
quCIi 13 cuHIpoMoM JlayHa (TornepeiHii aHeyCOMIK).

[lepedyn0BH 0AaTbKIBCHKUX XPOMOCOM.

HasiBHICTB y poIHI 3aXBOPIOBaHb, YCHAAKOBYBAHUX 34ETLICHO 31 CTATTIO.
Cunnpom (pariibHOT X-XpOMOCOMHU.

I'emorno6iHonarii.

[Ipupompkeni nopymieHHs: MeTaboi3My.

© N o o~ oW

Pi3H1 ciakoB1 3aXBOPIOBAHHS, IO 1arHOCTYIOThCS MeToAoM 3uerieHHs 3 JJHK-
MapKepamH.

9. Hedextu HEpBOBOI TPYOKH.

10. IamIi moka3aHHs 71 [IUTOTCHETHYHO1 MPEHATAIBHOT TIarHOCTHUKH.

Ineasueni memoou oOocnioycenns.  Jlo 1HBA3UBHUX METOJIB MpEHATATBHOI
IarHOCTUKHU HaIEKaTh:

@) 00CNIONCeHHS AMHIOMUYHOI PIOUHU (AMHIOYenme3) — IPOKOJ MJI0JIOBOTO MiXypa 3
METOI0 OJICpKaHHS HABKOJIOIUTIIHOT PIAUHU 1 3JYyHIEHUX KITHH AaMmHIOHY TUIOJA.
JliarHOCTHYHE 3HAYEHHS METO/y HE BHUKIIMKAE CYMHIBIB, 3[IMCHIOETbCA Ha 15-18 TDKHAX
BariTHOCTI. ¥ 1eit mepion 006’em amHioTHuHOI piauan focsarae 200 cm®. Pusuk yckiaaHeHb
BariTHOCTI MpHU amHiotieHTe31 ctanoBuTh 0,2%. MeTon nae 3Mory BCTAHOBUTHU CTaTh TUI0/A,

BUSBHUTHU )ICSIKi CHaI[KOBi 3aXBOPIOBAHH:A, IO MOXKXYTh BUHUKHYTH B ITUTUHU B MaI>'I6YTHBOMy
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1 Ha TIACTaBl MEIWKO-TEHETUYHHX I[IOKA3aHb BHPINIUTH THTAHHS TMPO TEPEPUBAHHS
BariTHOCTI.

0) Oioncis xopiona SIK J1arHOCTUYHA TIpoLIeypa 3AIMCHIOEThCS B 1-My TpumecTpi (9-
11 tmxk.) BaritHOCTI mix koHTpoiem Y3JI. Lleit Merom mpoBOISATH 3 METOIO JOCTIHKCHHS
XPOMOCOM Ta KaplOTHITy IUI0/1a, 0€3 KyJIbTUBYBAaHHS iX Y MOKMBHUX cepenoBuiax. OTpumani
KJITUHU JTOCTIKYIOTh JJ1s1 BUBUeHHs Kapiotumy, JIHK, crati mona, ¢epMeHTiB, HassBHOCTI
reMoryiooiHonariil. PaHHs mpeHaTanbHa MIarHOCTHKA CIAJKOBHUX XBOpOO MeEToJ0M Oioricii
XOpiOHa J]a€ 3MOTy 3a IMOTPeOU MepeprBaTH BariTHICTh IIITXOM IITYYHOTO a0OPTY.

8) ¢hemockoniss — Bi3yallbHE JOCIIDKEHHS IUIOJA 3a JONOMOroro Qertockoma. [lpu
Cy4YacHI THYYKO-ONTHYHIM TEXHIIl HE CKJIaJae BEIUKUX TpyAaHoiliB. OgHaK MeETo.
BI3yaJbHOTO OOCTEXKEHHSI IUIOAA [UIsl BUSIBJICHHS MPUPOKEHUX BajJ PO3BUTKY BH-
KOPUCTOBYETHCA PIJIKO — TUIBKU IIPU OCOOIMBUX MOKa3aHHAX. BiH BukopucrtoByeThes B 11-
III TpumecTpi (Ha 18-23 Tuk.) BaritHOCTi. CripaBa B TOMY, 1110 Maif>ke BC1 IPUPOJIKEH] BaIH
PO3BUTKY, SIKI MOXHa MOOAYUTH 3a JOTOMOIOI0 ONTHYHOTO 30HJIA, IarHOCTYIOTHCS 3a
nornomororo Y3/l 3posymino, mo mnpoueaypa Y3/l mpocrima 1 Oesnednima. [l
derockonii moTpiOHE BBEJICHHS 30HJa B aMHIOTHYHY MOPOXKHHUHY, 10 MOXE BUKJIMKATH
YCKJIaJTHEHHsI BariTHOCTI. BukuaHi Big3HauatoThes B 7-8 % Bumaakis heTockorii.

2) kopooyenme3 — TOOTO B3ATTS KPOBI 3 IMyTMIOBUHU; CTAJIM BUKOPUCTOBYBATH IIUPIIIC
MiCIsE TOro, SK IF0 MPOIEAypy MOoYald 3MIMCHIOBATH IMiJ KOHTposieM Y3JI, mpoBOaSTh y
tepmiH y II-III Tpumectpi (3 18 mo 22 tTrxkio) BariTHOCTI. JIGMKOIMTHA KPOBI BUKOPHCTOBYIOTh
JUTs BUBYCHHS Kap1OTUITY TUTO/Ia, BUSHAYEHHS CTaTi, IarHOCTUKH XPOMOCOMHHUX 3aXBOPIOBaHb
Ta TSHKKUX eH3umMonatiil. KopaoneHTes € kpanmm MeTooM, HiK aMHIOIIEHTE3, TOMY 1110 KPOB
— 3PYYHIIIMA 00 €KT JJISl [IMTOI€HETUYHUX (KYJIbTHBYIOThCA JIMQOLMTH), MOJEKYJISPHO-
TeHETUYHHUX 1 010XIMIYHMX METO/IIB JIarHOCTUKH CIAJIKOBHX XBOPOO.

Heinsazueni memoou 0Oocnioycennsn. 1li wmeroam He nDoOTpeOyrOTH
OINepaTUBHOTO BTpyd4aHHs. OCHOBHUM TakKMM METOJOM MPEHATAIBHOI JIarHOCTHKHU €
YIBTPa3BYKOBE JTOCITIJIKEHHS (Y31, exorpadis, yIbTpacoHorpadis,
enekTpokapiorpadis). Meton IpyHTyeTbCsl Ha MPOMYCKaHHI Yepe3 YEPEBHY MOPOKHUHY

YIBTPA3BYKOBUX XBWJIb, K1 TICIS BIIOUTTS BiJl MOBEPXHI TKAHUH TUI0JA BIOBIIOIOTHCS 1
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MOCUJTIOIOTHCS, IO JAa€ 3MOTY OTpPHUMATdh 300pakeHHs OOpHUCIB IUIAEHTH Ta OpraHiB
mwioga. 3a AOMOMOTOI0 LOTO METOAY MOXKHA BHUSBHTH aHATOMIYHI Je(eKTHU CKeleTa Ta
M’SIKUX TKaHUH TOJIOBH IUIOJA, BU3HAYUTH CTaTh, MOPYIICHHS HOPMAIbHOTO (POpMYBaHHS
HEpBOBOi TpPyOKH, BUSBUTH OaraTOIUTIHICTb, Bagdl PO3BUTKY ILIYHKOBOI 1 CYIUHHOI
cucteMu Ta 1H. B Vkpaini BOpoBamkeHo mporpamy 000B’si3koBoro Y3J[-CKpUHIHTY BCiX
BariTHUX Tpuui: y 9-11 twxk., 16-21 tk., micis 30 Tik. MeToj Mo)KHA 3aCTOCOBYBATH 1 K
npocioounil, 1 Ak yrountoouuil. Lle no3Bonse nonepeautu Hapokenns 1-3 miteit (3 1000
HOBOHAPOJKEHUX) 13 CEpHO3HUMHU MPUPOKECHUMH BaJlaMH PO3BUTKY, 10 CKJIAJIa€e
npu6n3Ho 30 % ycix AiTel 3 TaKOO MaTOJIOTIENO.

5. CkpuHiHTr-IporpamMu AJsi HOBOHAPOIKEHHUX.

MacoBe JociiKEeHHSI HEMOBJISIT Ha CIajaKkoBi xBopoOu oominy (CXO), nopsan i3
MPEHATAJIBHOI0 JIarHOCTHUKOI 1 MEIUKO-TEHETUYHHM KOHCYJIbTYBaHHSAM, € OCHOBOIO
Mpo(IaKTUKU CHAJAKOBUX XBOPOO y momyismisx. 3a BusHaueHHaM BOO3 — "ckpuwine”
(npocitosanns) 03HA4a€ MOXKIIMBE BHUSBIICHHS HEAIarHOCTOBAHOI paHilie XBOpPOOW 3a
JOTIOMOTOI0 TECTIB, OOCTEKEHb YM IHIIMX MPOLENyp, IO AA0Th IIBUIKY BIANOBIIb.
OcHoBHa Meta nepBuHHOi AiarHocTuku CXO monsdrae B ToOMy, 1100 BUSIBUTH 3/10pPOBHUX 1
B111I0patH 0ci0 JJIsl HACTYNHOI'O YTOYHEHHs JiarHo3y. IIporpamu nepBHHHOI 010XIMIYHOL
JIarHOCTUKHM CIAJKOBUX XBOPOO MOXYTh OyTH MAacOBUMH 1 CEJIeKTMBHMMH. MacoBe
JOCIIJDKEHHS HAJIS)KUTh J0 YKCiIa MPUHIMIIOBUX HOBOBBE/IEHb IPAKTUKU CBITOBOI OXOPOHHU

310poB’° st XX CTOMITTA 1 XapaKTEPU3y€EThCS HACTYITHUM:

0e31001pHMI TIX11 10 00CTEKEHHS;

- npoQIIAKTUYHUN XapakTep 0OCTEKEHHS;

- MacoOBHI XapakTep 0OCTEKEHHS;

- JIBOCTAITHUN XapakTep OOCTEXKEHHsS: CKPUHIHT HE Ja€ MOMJIMBOCTI BCTaHOBUTH
OCTaTOYHUI [1arHO3, a JMILIE BUSBISE MOXJIMBUX XBOPHX, Kl TMOBUHHI OyTH
00CTEXEeHI TIOBTOPHO 1 y SIKMX CJIIJT TITBEPAUTH J11arHO3.

Takum 4UHOM, CKpuHiHz — 1€ OOCTEKEHHS KOHTHHIEHTIB 3 METOI0 MOAUTY iX Ha
IPyNH 3 BUCOKOIO 1 HU3bKOIO BIPOTIHICTIO 3aXBOPIOBaHHS. MacoBHil CKpUHIHT nepeadaydae

OOCTe)KEHHS BCIX HEMOBJIAT 3a JIONMOMOIOK IPOCTUX JIarHOCTHYHUX  TECTIB.
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CenexTUBHUI CKPUHIHT TPOBOIUTHCS, SIK MPABUIIO, CEpPel CleliaIbHUX KOHTHHTEHTIB
PO3yMOBO BIJCTAIUX AITeH, NITE€H 3 MOPYLIEHHSIM 30Dy, CIyXY, MOBHU, OMOPHO-PYXOBOTO
amapary, a TakoX 13 rpynu pusuky 3a CXO, BUSBIEHOI IpU MacoOBOMY CKpPHUHIHTY.
CenexTuBHI JIarHOCTUYHI TPOTpaMu TependavyaroTh MEpeBipKy OIOXIMIYHUX aHOMAaIIiH
0OMIHY y MAIlIEHTIB, B SIKUX I1103PIOIOTHCS T€HH1 CITaJIKOB1 XBOPOOHU.

6. IlepcnekTUBHU reHOTEpAITii.

I'enna mepania — 3amina nepeKTHUX Te€HIB HOpMaJbHUMH. BoOHa BKIIOYae TaKkoX
BUKOPDHUCTAaHHSl TE€HIB /s JIIKyBaHHs LykpoBoro aiabery Ta CHI/y. Ilutanas npo
MOJKJIUBICTD JIIKYBaHHS CIAJKOBUX 3aXBOPIOBaHb BHHHUKJIO BiJipa3y K, SIK TUIbKHA BYEHI
PO3pOOUIIM LUISIXH MEPEHECEHHS T'€HIB Y BU3HAUEHI KJIITUHU, 1€ BOHU TPAHCKPUOYIOTHCS 1
TPAHCIIOIOTHCS.

3Baxkaloud Ha Te€, 10 TEHOTeparis MOB’si3aHa 31 3MIHOK CHAJKOBOIO amapary

JOJTUHU, NOMPIOHI 0COOIUBE 6UMO2U TIPU KITIHIYHOMY JIOCIT1JIKEHHI:

YiTKE 3HAHHS IePEKTy T'eHa 1 IKUM YUHOM (DOPMYIOTHCS CUMIITTOMH XBOPOOH;
- BIATBOPEHHS '€HETUYHOI MOJIEJIl Y TBAPUH;
- BIJICYTHICTb aJbTEpHATUBHOI Teparii, abo ICHyloua Tepamisi HEMOXJHUBa abo
Hee()eKTUBHA;
- Oe3meka 11l XBOpOTo.
[Tpu po3po0611i TeHHOT Teparii TaKOXK GUPILLIOMbCS MAKE NUMAHHSL:
1) K1 KJIITHHU HEOOX1THO BUKOPHCTOBYBATH?
2) IKy 4YaCTHHY KIITHH HEOOXITHO BWIIKYBaTH, 100 3MEHIIMTH a00 3YNUHHUTH
MPOTPECYBAHHS XBOPOOU?
3) uu Oyae HeOe3nmeuHa 3BepXEKCIpecis BBEICHOI0 reHa?
4) un € Ge3MeYHNUM MOTPAIUITHHS PEKOHCTPYHOBAHOTO I'eHa B 1HII TKAHUHH?
5) six moBro Oyne GyHKIIIOHYBAaTH 3MiHEHA KJTITUHA?
6) uu OyayTh aTaKOBaHI HOBI KIIITHHUA IMyHHOIO CUCTEMOIO?
CramkoBa reHoTepallisi € TPAHCTEHHOIO 1 3MIHIOE BC1 KJIIITHHU OpPTraHi3My. Y JIOIUHU
BOHAa HE BUKOPHUCTOBYeThCs. HecmagkoBa (coMaThyHa) reHHa Teparisi KOPErye TUIbKU

COMaTHYHI KJIITHHH, ypaX€H1 BHACHIIOK reHeTuYHOoTo Aedekty. HecragkoBa renoreparis
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MO’K€ JJOTIOMOTTH 1HAMBIAYyMY, ajie BOHA HE MOKPAIIUTh CTaH MaOYTHIX MOKOIIHb, TOMY

1[0 MyTaHTHUH T€H HE3MIHCHUN y TaMeTax.

[leBH1 yCIiXy DOCATHYTI MPU BUKOPHUCTAHHI T€HHOT Teparlii B JIIKyBaHHI 3JIOSKICHUX

HOBOYTBOPCHbD. BI/II[iJ'DIGTBCH IMyXJIMHHA KJ'IiTI/IHa, B Ky BBOJATH I'CHH, IO KOAYIOTbH TaKli

IPOTUPAKOBI PEUOBUHM IMYHHOI CHUCTEMH, SK 1HTephepoHH, 1HTEepJieHKiHu. BBeaeHi

3aHOBO y MYXJMHY, KJIITHHU MOYMHAIOTHh MPOJIYKYBaTH Il PEYOBMHH, BOMBAIOThH 1 cebe, 1

HABKOJIUIIIHI 3JI0SKICHI KJIITHUHH.

w
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Iumannsa ona camokonmpoJio:

[ToHATTS PO MEMKO-TEHETUYHE KOHCYJIbTYBAHHS, OO OpraHi3alis.

Etann Mennko-reHETUYHOTO KOHCYJIbTYBaHHS.

Koncynpramii B pa3t  MylnbTU(QaAKTOpiaibHUX  (MOJITCHHUX)
3aXBOPIOBAHb.

IIpenaranbHa T1arHOCTHKA CITaJIKOBOT IATOJIOT].

Cy4acHi MeTOIM TpeHaTAIbHOI J1arHOCTUKH.

CKpUHIHT-TIpOTpaMu JJi1 HOBOHAPOIKEHUX.

3ano0iraHHs NOMIKMPEHHIO CMAaJKOBUX 3aXBOPIOBAHb.

[lepcniekTBYM reHoOTEpAaIrTii.

Jlimepamypa:

CHaJIKOBUX

boukor H.I1. Kimmanueckas reamerrka. — M.: [90TAP-ME/], 2002. — C. 311-342.

Menuuna 6iomoris: ITinpyunuk nns BH3 -1V piBHiB Buknaganus / 3a pea. B.M.

[Timaka, FO.1. baxxopu. — Bigaunsa: Hoea xuaura, 2009. — C. 225-231.

[yruanesa I'.1. Memuuna reneruka: Ilinpyunuk. — K.: Menumuna, 2008. — C.

343-362.
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CJIOBHUK TEPMIHIB

AyTocoma — Oyib-siKa HeCTaTeBa XpOMOCOMA.

Axkpouedaiisi — "kpyta" royiosa, 10 Haragye Oamry.

AJlelb — OWH 13 NBOX YW OLIbIIE ambTEPHATHBHUX BapiaHTIB T'eHa, IO Mae
YHIKaJIbHY MOCII1IOBHICTh HYKJICOTH/IIB.

AJtonentist — BiJICyTHICTh BOJIOCCS, TIOJTUCIHHS.

AHrioMaTo3 — NaToJOTIYHUIA CTaH CYAHH 13 OPMYBAHHIM aHT1OM.

AHeHuedaJtiss — moBHa abo Maii>ke MOBHA BIJICYTHICTh TOJIOBHOTO MO3KY.

AHeYIUIOiifl — CTaH KIIITUHU, TKAHUHU YU OPTaHI3My MPHU SKOMY OJIHA UM JIEKUIbKa
XpOMOCOM 3BHYaiHOrO Habopy abo BiACYTHS, ab0 MpeacTaBlieHa J10JaTKOBUMU
KOITISIMH.

AHipHIisi — BIICYTHICTb paii1y’kHO1 0OOJIOHKHU OKa.

AHKIJ103 — HEPYXOMICTh CYTJI00I1B.

AHOJOHTISI — BIZICYTHICTB 3yOIB.

AHoOMaNax — BaJa PO3BUTKY B IMOEIHAHHI 3 HACTyIHUMHU pPI3HOMAHITHUMH
BTOPUHHUMHU BaJlaMHU, 1110 3yMOBJICHI MEPIIIOIO.

AHOHIXifl — BIZICYTHICTb HITTS HAa OJTHOMY, a00 KIJIbKOX YU BCIX MaJbISX.

Amna3isi — IpupoHKeHA BIACYTHICTh OpraHa.

APpaxHOJAKTHJIISA — JIOBT1, TOHKI HaJbIll KUCTEH 1 CTOTI.

ATpe3isi — BIICYTHICTh UM 3aKPUTTS MMPUPOTHOTO KaHATY YU OTBOPY.

baacronatii — mopymieHHsT po3BUTKY IUTIIHOTO SIHIS 3 MOMEHTY 3adarts jo 15-1
100U HOTO PO3BUTKY.

baedapodimo3 — 3By:KEHHS ILIUTMHU OKa.

bausHoku 3’€aHaHi (IBIMHUKOBI MPOTOKH) — MATOJIOTIYHI BIAXUJICHHS B IPOLIEC]
OJlacToreHesy.

Bpaxiuedasiisi — 301bIIEHHS TIONIEPEYHOTO PO3MIpPY TOJIOBH.

By¢ransM — npupokeHa riaykoma.

BiTuitiro — nosisa Ha mikipi JeMirMeHTOBAHUX JAUISTHOK.

116



I'ameronarii — 116 marosoris ramer (MyTallii TEHIB, XpOMOCOM), OyIb-sKi
VIIKO/DKEHHS SHIEKIITUHA 1 CHepMmaro3iga IijJ Yac OBO- 1 CIEpPMAaTOreHe3y [0
3aruTiIHEHHS.

langoin — xITHHU (HaMpUKIaA, TaMeTH), IO MICTATh TOJOBUHY XPOMOCOM
COMATUYHUX KJTITHH.

I'amoTun — KoMOIHAIllA aJleliB MIIBHO 3YEIVICHUX JIOKYCIB; KOMOIHAIliSl TTeBHHUX
MIOCJTITOBHOCTEN HYKJICOTHIIB y KOHKpeTHii monekymi JJHK.

I'emi3urorumii ren (ramera) — reH, 110 3HAXOJAUTHCS B TEHOTHUIN B OJHOMY
eK3EMILIAPI.

I'en — cTpykTypHa OJMHHUIIS CHAJKOBOCTI; TMOCHIIOBHICTh HYKJICOTHU[IB, SKIH
HaJICKUTh BIMOBITHA (PYHKINSA: KomyBaHHs mosminentunaiB, kogyBanHs pPHK 1 TPHK,
3a0e3Me4YeHHs TPAHCKPUIILIII 1HILIOTO T'eHa.

I'eHeTHYHUH MOHITOPUHI — CIIOCTEPEIKEHHS 32 TEMIIOM Ta CIIEKTPOM MYTAaIlIHOTO
IIPOLIECY.

I'eHoOKoOMIT — 3aXBOPIOBaHHS, 110 MAIOTh Ty K camy a00 NOAIOHY KJIIHIYHY KaApTHHY.

I'eHOM — TEHETHMYHUN CKJIaJl TAIUIOiMHUX OPTaHi3MiB, KIITHHU TMPH TaIUIOITHOMY
HabOP1 XpOMOCOM.

I'eHoTHn — cucTemMa B3a€EMOAIIOYMX T'EHIB OpraHi3My.

I'enoona — CyKyITHICTH T€HIB TOITYJIALIII.

I'eTepo3urora — kiiTHHA a00 OpraHi3M, sIKI MarOTh JIBa PI3HUX ajielll B 1JEHTUYHOMY
JIOKYC1 TOMOJIOTIYHHUX XPOMOCOM.

I'iopua — HaIaAOK BiJl CXpEIlyBaHHS MIXK IBOMA T'€HETUYHO P13HUMHU OpPTraHI3MaMH.

I'inepriapo3 — HagMipHa MITIUBICTb.

lineprenopusm — anomanbHa BiICTaHb MK TAPHUMHU OpTaHaMu (04i, TPY/IHI COCKH).

I'inepTpux03 — HaAMIPHUIA PICT BOJOCCS.

IinoTpuxo3 — HeJJOCTaTHIM PICT BOIOCCS.

IipcyTn3m — anomasbHE OBOJIOCIHHS, 301IbIIEHHM PiCT BOJIOCCS.

I'omo3urora — xiitHa abo oprai3M, sSKi MalTh JIBa OJHAKOBI ajejli B MEBHOMY

JIOKYC1 TOMOJIOTTYHUX XPOMOCOM.
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T'omosoriuHi XxpoMocoMu — XpoMOCcOMH (Y1 iX CETMEHTH), 1IEHTUYHI 32 CTPYKTYPOIO
JIOKYCIB, 1110 BXOJATH J0 1X CKJIAy; XPOMOCOMH OJTHIET IapH.

Jenenisi — XpOMOCOMHA YM T€HHAa MyTallisl, IPU AKii BTpavyaeThCsl NEBHA MIJISTHKA
XpPOMOCOMM YH I'€Ha.

HMedopmanis Lnpenresisi — npupopKeHe 3MIMIEHHS JOMATKH.

JUIuioig — KIITHHA, TKAHUHA YU OpraHi3M, 1110 MaloTh JBa HA0OPU XPOMOCOM.

JiacTeMa — mupoKa MJIMHA MK TEPIIMMHU BEPXHIMU Pi3LSIMH.

JloixocTeHOMeJTisl — TOBT1, TOHKI KIHIIIBKH.

JoaixonedaJtia — nogoBxeHa popma yepera.

JloMiHAHTHHMIA — ajiesib 200 03HaKa, 110 MPOSIBISIETHCS] B TETEPO3UTOTI.

Jonmieporpagis — MeToA, 3a JONOMOIOI SIKOTO JIarHOCTYIOTh — €JUHY
(YHKIIOHAJIBHY CHUCTEMY MAaTH-IUIALICHTA-TUI, SKa 3a0e3rneuye HOpMallbHUUM mepelir
BariTHOCTI, PICT 1 PO3BHTOK IUIOAA. 3a JIONMOMOTOIO IIBOI'O METO/Y JIarHOCTYIOTh HaBITh
HE3HauYHI BIIXWJICHHS Y KPOBOOOIry.

Ex3on — mnocmigoBHicte JIHK, 1m0 BiANoBiAae 4YacTHHI TPAHCKPHIITY, SIKUN
30epiraerbes y 3putiit MPHK, To6To micis BuiajaeHHs IHTPOHIB.

Ex3o¢Tanbm — 3cyB 04yHOro si0ayKa BIEpEHd, IO CYNPBOKYETHCS PO3LIMPEHHIM
OYHOI IIUIMHHU.

ExcnpecuBHiCTb — CTYIiHb ()EHOTUITHOTO MIPOSIBY O3HAKH.

ExToniss KpMIITAJIUKA — BUBUX KPUILTAIMKA OKA.

Emo0piononarii — mopyiieHHss po3BUTKY eMOpioHa 3 1-1 mobu no 3-ro wmicsis
BHYTPIIIHBOYTPOOHOTO PO3BUTKY.

EnikaHT — BepTUKaibHA CKIIA/IKa IIKIPU OLIs1 BHYTPILIHBOTO KyTa OKA.

Emnicoma — renetnunuii enement (monekyna JIHK), skuii icHye abo sk iHTErpoBaHa
yactuHa moJiekynu JIHK xazsiina, abo x sik mosiekyna JIHK, 1m0 perunikyeTbest He3aJIeKHO
(rma3Miza), He MoB’si3aHa 3 XPOMOCOIO KITITHHH.

Enicnanisi — BepxHs poO3IIIIHHA YPETPH.

3yeruieHHs1 — pIBEHb 3B’S3KYy aJI€NlIB PI3HUX TIEHIB y MeEW031 Y TeHETUYHOMY

CXpeIeHHI.
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IMnpunTunr — mapkyBanus JIHK Ha emireHetmuHoMy piBHI, IO BiIOYBa€ThCA Mif
Yac raMeTOreHe3y 1 CIPUYMHIOE CTiHKI MoAu]iKalii eKCrpecii TOMOJIOTIYHUX T'eHIB.

IHOpUAUHT — cXpelryBaHHS MK CIIOPITHEHUMH 0COOaMHU.

IHTPpOH — HEKoayro4li HYKJICOTHIHI MOCHioBHOCTI B eykapiotnuHi JIHK, mio
NOJIJISIIOTH HA YaCTUHU TEH.

Ipuonones — aprKaHHS PaTy>KKH [TPU BUBUXY KPUIITAIMKA OKa.

KamnrogakTuiisi — BUKPHBIICHHS OJHOTO YW KUIBKOX TMAJbIlB 13 3ayd4eHHSIM
CepeIHIX MK(paTaHTOBUX CYTJI00IB.

Kapiotun — qurioigHuii XpoMOCOMHUI Ha0lp COMaTHYHOI KJIITHHH YW OpPTaHi3My,
10 XapaKTePU3Yy€ETHCS YUCIIOM, PO3MIPOM Ta KOH(DITypali€ro XpoMOCOM.

Kon — nabip npaBun nepexiany iHpopmaiiii 3 0/1HI€T MOBH Ha THIITY.

Konon — rpyna 3 Tppox cymixkaux HykineotuaiB y moiekyii JIHK, MPHK, mo kogye
OJTHY 3 aMIHOKHCJIOT, 400 KIHEI[b CHHTE3Y OLJIKa.

KoedinienT iHOpuaMHry — HWMOBIPHICTH TOTO, IO JBa T€HH B TMEBHOMY JIOKYCI
1IEHTHYHI 32 TOXOHKEHHSIM.

Kosnoboma — npupopkeHuid MIUIMHHUN 1e(eKT, 10 HaWYacTiIe TparuisieThesl MpU
aHOMAJIISIX OYHOTO SI0TyKa.

Kpunrtopxi3m — 3aTpuMKa si€uka Ha HOTo MPUPOTHOMY IIIISIXY CITYCKaHHS B KaJIUTKY.

Kpunrtodranbm — npupokeHe MoBHE 3pOIICHHS MOBIK.

KcepocTomist — cyxicTb y poTI.

JlarograjnbM — HEMOBHE 3MUKAHHS TIOBIK.

Jlerasb — reHHa YU XpOMOCOMHA MYTallisl, 1[0 BUKJIMKAE 3aru0esib opraHizmy (BCix
HOCIIB MPU JOMIHAHTHOCTI YA TOMO3UTOTHUX HOCIiB MPHU PELIECUBHOCTI) JI0 JOCSITHEHHS
HUM PENPOAYKTUBHOTO BIKY.

Jlokyc — Miciie po3TalryBaHHs MEBHOI MyTallli Y¥ reHa Ha TeHETUYHIA KapTi, 4acTo
BXKUBAETHCS 3aMiCTh TepMiHIB "MyTartis" uu "ren".

MakporJiociss — HagmipHe 301IBIIEHHS S3UKa 3 BUPA3HOIO CKJIAYACTICTIO CIIU30BOT
00OJIOHKH.

Makpocomisi (riraHTU3M) — 30UTBIIIEHHS PO3MIPIB TiIa, BHYTPIIIHIX OPTaHiB.
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MaxkpocTomisi — HaMipHE 301UTBIICHHS POTOBOT HIUTHHH.

Matpuns — ognonaniroroa JIHK, kommnementapua nanirory JIHK a6o PHK, sxi
HAa HIA CHHTE3YIOTbCSA; BH3HAYa€ TOCTIAOBHICTh HYKJICOTHIIB Y JIAHIIOTY, IO
CUHTE3YEThCS.

MikporJiocisi — aHOMaJIbHO 3MEHILICHUM SI3UK.

Mikporsarisi — HeIOpO3BHUHEHICTh BEPXHBOI IIECIICITH.

MikpomeJiisi — aHoMalTbHE 3MEHIICHHS 400 YKOPOYCHHS KiHITIBOK.

Mikpogakisi — 3MEHIIEHHS KpHINTaIMKa OKa, 10 3yMOBJEHE 3YNMHUHKOI MHOro
PO3BUTKY.

Mikpo¢TajbM — 3MEHIIEHHS BCIX pO3MIpIB OKA.

MikpouedaJisi — aHOMaJIBHO 3MEHILIEHA I'0JIOBA.

MoHO03UroTHI 0JIM3HIOKH — OJIM3bHIOKH, SIK1 pO3BUBAIOTHCA 3 OJIHIET 3UTOTH.

MyTarenm — YMHHUKY, 1110 BUKJIUKAIOTh MyTaIlifo.

MyTaHT — 0c00a, B sIKOi 3aXBOPIOBAaHHSI BUHUKJIO BHACIIIOK HOBOI MyTallli B TaMeTax
0aTbKiB 200 B 3UT0OTI HA MEPIINX eTanax ii pO3BUTKY.

MyTanis — criiika 3MiHa TE€HETUYHOTO Marepiady, 10 BHHHMKAa€ parroBO Ta
MPU3BOAUTH SIK J0 MEPEX0y TeHA 3 OAHOrO aJIeTLHOTO CTaHy /IO 1HILOTO, TaK 1 A0 PI3HUX
3MiH KUTBKOCT1 Y¥ OyI0BH XPOMOCOM.

MyTyBaHHs1 — IPOIIEC, BHACTIIOK SKOTO B T€HETHYHIN TIporpami 3’ sIBJISIOTHCS 3MiHH,
10 YCIAAKOBYIOTHCA.

Hicrarm — MUMOBUIBHMN WIBHAKHN pPyX OYHHX SIOJNyK, TOPU3OHTAIBHUM YU
BEPTUKAJIbHUM.

Hopma peakuii — Bci MOXJIMBI (DEHOTHIH, SIKI MOXKYTh C(OPMYBATHUCA Ha OCHOBI
JTAHOTO T€HOTHITY B PI3HUX YMOBAaX CEpEOBUIIA.

O3Haku, o0MexeHi CTATTH, — TEHETUYHO 3YMOBJIEHI O3HAaKH, IO (EHOTUITHO
TIPOSIBIITFOTHCS. B OCOOMH OJTHIET CTaTI.

Omdasonesi€ — MynkoBa rpuxa.

OHKOreH — T'eH, YIIKO/KEHHS SKOro MOXKE IMPU3BECTH JI0 MAJIITHI3allli KJIITHHH.
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IleHeTpaHTHiCTH — IMOBIPHICTH (DEHOTUIHUX TPOSIBIB y OCIO MEBHOI O3HAKH, IO
KOAYETHCSI TOMIHAHTHUM T'€HOM YH PEIICCUBHUM T€HOM, Y TOMO3UTOTHOMY CTaHi.

ITnronarm — OIM3HIOKY, 3’ €IHAHI CIIHHUIIIMU.

IlneiioTponist — BIUIMB OJJHOTO reHa Ha KiTbKa ()EHOTHITHUX O3HAK.

IloJireHHi O3HaKM — O3HAKH, IO KOAYIOThCS OararbMa reHamH, KOKHUN 3 SKHUX
OKpEMO HE3HAYHO BIUIMBAE HA CTYIIHb MPOSIBY O3HAKHU.

HominakTuiiss (6araromasicTs) — 30UIBIMIEHHS KUIBKOCTI TANBI[iB HAa KUCTAX YH
CTOIaxX.

IoaiMop(izm — HasBHICTH y TOMYJIAIIT KUTBKOX (POPM T'eHa.

IMouainuoin — KIITHHA, TKAHWHA YU OpraHi3M, IO Mae Tpu abo Oulblie HaOOpPIB
XPOMOCOM.

Iouigarisa — HaAMIpHUIA aNIETUT, 00KEPIIUBICTb.

IMomyasiis — CyKymHICTh OPraHi3MiB OJHOTO BHJY, IO MPOTATOM JOBIOTO Yacy
(BeMMKO1 KUIBKOCTI TOKOJIIHB) MPOXKUBAIOTh HA TEBHIM TepTOpli, MOXYTh BUIBHO
CXpelTyBaTHUCs], TPOTE BIIOKPEMIICHA BiJl CYCIIHIX CYKYITHOCTEH OJIHIEI0 3 POPM 1301511111,

IIporepisi — nepenyacHe CTapiHHS OPTraHI3My.

IIpo6ana — xBopa 4m 310poBa 0coba, siIka 3BEPHYJACS 3a JIOMOMOTOI0 0 JiKaps-
TCHETHKA, Ta BiJI IKOi TOYMHAE CKJIAIATUCS POJIOBI.

IIporuarisi — HaIMIpHHUI BUCTYTT HUKHBOI IIISIIETTH.

ITepuriii (nrepuriym) mui — NpUPOHKEHA TOHKA CKJIaJKa HIKIpU Ha OOKOBIH
MOBEPXHI IIHI.

I1T03 — OomyIeHHS BEPXHBOT MOBIKH.

Perpornariss — 3MIlIEHHS BEpPXHBOI ILIENENH Ha3ad, MOPIBHSAHO 13 3BUYAHHUM
abpucom.

PenecuBHMiA — ajenni 9u 03HaKa, MO MPOSBISETHCS TITBKH Y TOMO3HUTOTH.

PonoBin — cxema, 1o EMOHCTPYE CHOPIIHEHICTh MK UYJICHAMU OJIHIE€T POJVHH B
JIBOX YU OJIBITIE TIOKOJIIHHSX.

CerperaHr — 1HIUBI/, 1110 OTPUMAaB MATOJIOTIYHUHN T'€H 3a CIIAKOBICTIO.

Cerperailisi — OTpMaHHS MyTaHTHUX T'€HIB BiJl OaTHKIB.
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CuHIAKTWIisI — 3pOIIEHHS IBOX UM O1JIbIIIE MABIIB YACTKOBO 200 MOBHICTIO.

Cundpus — 3011b11eHHS 200 3pOILEeHHS OpiB.

CupeHoMeJtisi — 3JIUTTSI HUOKHIX KIHITIBOK.

Cubcu — 6patu Ta cecTpu nmpodaHa.

CraTeBi XpoMOCOMM — XpOMOCOMH, SIKI PI3HATHCS B MPEJICTABHUKIB PI3HOI CTaTi Ta
BH3HAYAIOTh CTATh JIIOJIMHHU.

CTpabi3zm — KOCOOKICTb.

TesexaHT — 30UTbIIIEHHS BIJACTaHI MK BHYTPIIIHIMU KyTKaMHU O4€H IIPH HOPMAJILHO
pO3TaIIOBaHUX OpOITaX.

Tpanckpumnuis — mnepenucyBaHHS TeHETHMYHOI 1H(oOpMalii, 3aKOJOBAaHOI B
nocmigoBHocTi HykieotunaiB JIHK ab6o nykmeotwnmie JIHK y Bumisimi mocmigoBHOCTI
HyKJIeoTuaiB Mosiekyau PHK.

Tpucomisi — HasBHICTH JI0JIATKOBOI XpOMOCOMH B KapiOTHII, BHACIIIIOK YOTO B sJIpi
COMAaTUYHO1 KJIITUHHU € TPU TOMOJIOTTYHI XPOMOCOMH OY/b-SKOi TTapH.

Tpancasimia — nepexnan 3 mMoBu JIHK (andaBiTy HyKI€OTHIIB) MOBOIO OLIKIB
(andaBiT aMIHOKHUCIIOT).

deH — 03HaKa OpraHizmy.

denoxomii — HecaaKoBl PeHoTHHI MoudIKallii, 0 IMITYIOTh MOAIOHNN QeHOTH
CIaIKOBO1 MyTalIlii.

®eHonaTili — MOPYIIECHHS PO3BUTKY IUI0AA 3 3-TO MICALS OHTOTE€HE3Y JI0 KIHIIS
BariTHOCTI.

@eHOTHII — CYKYIHICTh O3HAK OpPraHi3My, 110 € HacJiAKOM peajlizalli TeHOTUIly B
MIEBHUX YMOBAaX CEPEIOBUIIIA.

@inbTp — BIACTaHL MK HOCOM Ta BEPXHBOIO I'y0OI0.

doxomeJtisi — BIACTaHb JEIKUX MPOKCUMAIBHUX YaCTUH KIHI[IBOK.

XpomaTuam — Bl TIOJOBKEHI CYOOMUHUIN AYTUIIKOBAHOI XPOMOCOMH, IO
BI3yaJlI3y€ThCS B MITO31 Ta MEHO31.

Xpomatun — komruiekc JIHK 3 Oinkamu, siBisie cOOOHO JIEKOMITAKTHU30BaHI B

1HTEp(DHA3HOMY SIPI XPOMOCOMH.
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Xpomocoma — HUTYACTa CTPYKTypa B sApl KJIIITUHHU, II0 CKJIAJA€ThCS 3 TEHIB,
pO3TaIIOBaHMX JIHINHO; B eyKaploTHYHUX KiiTHHAaX Mousekyna JJHK yTBoproe xommiekc
13 TicTOHaMH Ta 1HIIMMH O11KaMu. CIIoCTepiraeThCs Ta 1IeHTU(DIKYETHCS TT1]] 4ac MITO3Y.

Xpomocomuuii HaGip — CYKyNHICTH XPOMOCOM Y SIApl CTaTe€BOi UM COMATUYHOL
KJIITUHH.

Huxsonist — oHe a00 MOJBOEHE OKO, 1110 PO3TAIIOBAHE MOCEPEINHI J100a.
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