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TYKbIM KyanauTbiH aypynap

OEn reHeTukanblk MmatepuangbliH
(reHOTUNTIH) e3repyiHe bannaHbICTbl aTa-
aHanapblHaH ypnakrtapbiHa 6epineTiH
aypynapgbl antagbl. TyKbIM KyanauTbiH
aypynap redaik TykblM KyananTtbiH
aypynap reHaik, XpoMocoMalslblK XXeHe
reHomMmablKk MyTaunanapablH acepiHeH
reHeTukanblKk MmatepuanabliH e3repyiHe
OannaHbICTbl KanblinTacaabl.




[eHeTuKarnbIK XikTey 60MbIHLLA TYKbIM
KyanauTblH aypynap:

*MOHOIEHAIK;
=XPOMOCOMAbIK;

*"MVYJIETUDAKTOPNLIKMYNBTUAKTOPNbIK (11071
nreHaik) oonbin deniHea,.
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MoHoreHAil aypynap reHeTukanblK aknapar »asblffaH
KYPbINbIMAbIK reHaepaiH Mytauuara yuiblpayblHaH TyblHOAWAbI.
byn aypynapabiH ypnakrapfa 6epinyi [.MeHaensaiHreHeTuKkanblk
aknapar »asblfifaH KypbinbiMAbIK reHaepaiH, Mytauugara
yuiblpayblHaH TyblHOAWAbLI. byn aypynapablH yprnakrapra

6epinyi MeHaenbaiH TYKbIM Kyarnay 3aHablfibiKkTapblHa CONUKeEC
XYPETIHAIKTEH MeHAeNnbAeHYLWI TYKbIM KyananTblH aypy Aen
atanagbl. MoHoreHai Typi ayTocoM.-4OMUHAHTThI
(apaxHodaKTUIIMAreHeTUKarblK aknaparT XasblffaH KypbiibIMAbIK
reHaepaiH Mytauuara yublpayblHaH TyblHOAWUAbLI. Byn
aypynapablH ypnakrtapfa 6epinyi MeHnaenbaiH TyKbiM Kyanay
3aHAblNIbIKTapblHA COUKEC XXYPETIHAIKTEH MeHAEeNbAEHY LI TYKbIM
KyananTblH aypy gen atanagbl. MoHoreHal Typi ayTOCOM.-
OOMWHAHTTLI (apaxHOoO4aKTUNUA, bpaxnuaakTuImareHeTuKarnblk
aknapar »asblfifaH KypbinbiMAbIK reHaepaiH, Mytauugara
yuiblpayblHaH TyblHOAWAbLI. byn aypynapablH yprnakrapra




= XpomocomanblK aypynap reHoMablK (XpomMocomarap CaHblHbIH
e3repyi) xxeHe XxpoMocomMarnblK (XpomMmocomarnap KypbifbIiCbIHbIH
esrepyi) mytaumanapra 6annaHbICTbl Kanbintacagbl. XXui
Ke3geceTiH XpoMocoMa aypysriapblHbIH KaTapbliHa TpucoMmanap
XaTtagbl. byn kesge xpomocoma XynTapbliHbIH OipiHaOe KocbiMLa 3-
Xpocoma navga 6onagbl. Meicansbl, LayH reHoOMAbIK
(Xpomocomanap CaHbIHbIH e3repyi) »xeHe XpoMocoMarnblK
(Xpomocomanap KypbIfbICbIHbIH ©3repyi) MyTauuanapra
BGannaHbICTbl KanbinTacagbl. XKui keageceTiH XpoMocoma
aypynapblHbIH KaTapbiHa TpucomMmuanap xartaabl. byn kesge
XpOMOCOMa XKynTapblHbIH BipiHOEe KOcbiMLLA 3-Xpocoma nanga
bonaabl. Mbicanbl, [layHaypyblHOa ayTocoM. 21-Xyn 6ombIHLWA
Tpucomus bonca, [latay cuHapOMbIHAA rEHOMAbIK
(XpoMmocomanap CaHbIHbIH e3repyi) »xeHe XpoMocoMarnbiK
(Xpomocomanap KypbIfbICbIHbIH ©3repyi) MyTauuanapra
BGannaHbICTbl KanbinTacagbl. XKui keageceTiH XpoMocoma




Mynstudakropnbik aypynap 6ipHelle reHHiH MyTaumsaFa yiblipaybl MeH
e3apa apeKkeTTecy HaTUXecCiHae, aypyFa benimaenyi apTkaH Ke3ae XXoHe
KopLuaFaH opTa akTopriapbiHbIH 8cepiHe bannaHbICThl TyblHAANAbI.

MyHpawn aypynapra

=nofarpa;

=KaHT AnabeTi;

"[UNEPTOHUS;

=aCKasaH XXaHe ILWEKTIH OMbIK »Xapachl;
=aTEPOCKI1EPO3;

=KVPEKTIH NLLIEMUS aypyhbl, T.0. XKaTaabl.




=  TyKbIM KyananmTblH aypynapabiH 6yn TypiHiH nanga 6ony cebeobi
ani TONMbIKTan aHbIKTanfaH oK. TYKbIM KyananTblH aypynapabl
KIMUHUKAaNbIK XIKTeY NaToNIornAnbIK e3repictepre yilbiparaH
opraHgap MeH xymnenep bounblHLwa Xxypridineai. Meicansl, XXyuke
XKOHE SHAOKPUHAIK XXYNEHIH, KaH aHanbIM XXYWECIHIH, 6baybIpAbiH,
OYMPEKTIH, TEPIHIH, T.0. opraHaapablH TYKbIM KyananTbIH
aypynapsbl gen xikrenegi. Pecnybnukaga TykbIM KyanauTbiH
aypynapabl aHblkTay, eMaey XyMbICTapbIMEH HEBPOOrUs TYKbIM
KyanamTblH aypynapablH 6yn TypiHiH nanga 6ony cebebi ani
TOSbIKTaW aHblIKTanfaH oK. TYKbIM KyananTblH aypynapabl
KNMUHUKaNbIK XIKTeY NaToNornanbik e3repictepre yllbiparaH
opraHgap MeH xymnenep bounblHLwa Xxypridineai. Meicansl, XXyuke
XKOHE SHOOKPUHAIK XXYNEHIH, KaH aHanbIM XXYWECIHIH, 6baybIpAbiH,
OYMPEKTIH, TEPIHIH, T.6. opraHaapablH TYKbIM KyananTbIH
aypynapsbl gen xikrenegi. Pecnybnukaga TykbIM KyanauTbiH
aypynapabl aHblkTay, emaey




¢ K HacTosuwemMy BpeMeHM OonmcaHo
cBbiwe 3500 HacneacTrBeHHbIX
6one3zHen. Okono 5-5,5% neTeu
PO>XAAKOTCA C HacneﬂCTBEHHOM Uuaum
Bpo>XAeHHOM nartonsiormen. NonosuHa
CnoOHTaHHbIX abopToB o06bycnoBJsieHa
reHeTM4eCKMMM NpUMYMHaAMM.

¢ C reHeT4YEeCKOM TOUYKM 3peHuns Bce
60s1e3HM B 3aBUMCUMMOCTU OT POsim
HacneacCcTBeHHbIX U cpeaoBbiX
dakTOpOB B X pa3BUTUUN MOXKHO
pa3aennTtb Ha 3 rpynnbl.

57 MyShared



AyTOCOMAJIBIK XpOMOcCOMAaJap
AKYyHeCiHaeri aHOMAJIUAJIAPa



XPOMOCOMHbIe 3ab0o/1eBaHnA

Bugbi NMpuUnHbI lMpu3Hakun Mpodunakimnka
3a6oneBaHui

Cungpom [layHa Hanunuue - NNOCKOe NULo leHeTuueckoe
AononHuTenbHO 47 - KOpoTkas wes KOHCY NbTUpOBaHue
XPOMOCOMbI - HenpaeunbHan hopma
ywen
- NPMNOAHATLIE YTONKK rnas

Cungpom lNMavay ObpasosaHue B 13 Aechopmaupn vepena FeHeTnueckoe
nape XpoMocom Tpex - ckoweH nod KOHCY NLTUpOBaHne
BMECTO [1ByX - Y3KMe rnasHbie wenu
- YBEeNUuUeHue Konu4ecrsa
nansiies
- WWPOKNIA HOC

CuHagpOm MNepecrpoiika - HU3KMIA pocT I'eHeTnyeckoe
Ulepewesckoro- X-XpPOMOCOMbI - KOpOTKas wen KOHCY IbTUpOBaHune
Tepxepa - YW OTTONbPEHbI

- KOPOTKME NasibLbl PyK




AreuImbIH gopirepl Jxxona JlayH
1866 Kbkl JayH aypyaapbIHbIH
OCJIT1IEPIH AlTHI.
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JlayH aypybIHBIH Ke3AeCy sKULIIri
¥ ngap MEH KbI3 Oajiajgap apachblHOAFbl JayH
aypYyBIHBIH K€34€Cy »KuLIr: 1:1
25 xacrarbl auengepae - 1/1400
30 xacrarsl oviengepae - 1/1000
35 xacra¥rbl ouenaepae - 1/350
42 >xacrarbl avenaepae - 1/60
49 xkacrarel ouengepae - 1/12



JlayH aypybIHJ1a K€3/IECETIH OCITLIEP
JKanmak OeTTuIIK -90%
Ko3m1H KBICRIHKBUIBIFBI -80%
bac cyiekTiH e3repict - 81%
Kapakyc cyHeridig TericTuiir -78%
Ko3mH KeLTHIBUIBIFEI - 29%
MOWBIHHEBIH KBICKAJIBUIBIFRI - 45%
MypBIHHBIH, KbICKAJIBLIBIFBI - 40%
Ke3aiH 01p-01piHe KaKbIHABLIBIFBI - 80%



KnanHdpenaprep aypysl
1942 xpuibl 'appu KnaiH(pensTep amThl
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lllepemeBckuu= TepHep aypysl

1925 xputer H.A.
[llepemeBckuil TYKbIM
KyaJaluThIH OCIIrIepiH
AHBIKTA/IBI.

1938 KBLIBI
Tepuep aypy Oenriiepin
AHBIKTA bl
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XbIHbIC (rOHOCOMArbIK) XpOMOCOManap XyuerepiHiH,
aHomanuanapbl.

KnauHgbernbmep cuHOpomMbl — 23 Xyrn XpoMmocomarapabliH
Tpucomusicel Hemece nonucomusicol (47 XXY, 49XXXY xaHe
backanap). CuHgpomabl 1942 x gapirep KnanHdgensrtep cunaTTaraH.
OHbIH, XpoMocoMarnbIK KOHCTUTYUMACBIH 1959 X NnaHkeTT, bapp ochbl
CUHAPOMMEH aypy E€PKEKTIH aybl3 KYbICbIHbIH, Kifierenni KabblIfbIHbIH
XacyluanapblHblH, A4POCbIHAH XbIHbICTbIK XpOMAaTUH OAeHEeLUIKTEPIH
TankaH donaTbiH.

byn cuHaopomaa 6onabiH Y3bIHAbIFLI, KOM-asiKTapbiHbIH Y3apysl,
9BHYXOMAn3M, cnepmMmaToreHesiH, 0y3binybl, 0egeynik, 3CTporeHaik
ropmoHaapabiH Ken 6eniHyi, ekiHLWi PETTIK XbIHbIC OenrinepiHiy
XeTinveyi bankanagbl. APTbIK XbIHbIC XPOMOCOMAaCbIHbIH 60MnybI
aypynapablH akblil-eciHOe earepictepre akenemi: xirepciagik, baaynboik,
KIHOMLUINAIK, aKkblN-ecTiH, xeTicneywliniri (kebiHae oebunbaik) xsHe T.0.



= LllepewieBckumn-TepHep cnHapombl bap
agamagapgbiH kapmoTtuni: (44 + X)= = 45 oyn
aypyMeH ayblpfraH anengepaid oonbl anaca
BoribIn, XbIHBICTLIK XETinyi baaynan, beaey
bonagbl. bipak byn cuHOpoMMEH ayblpfaH
ajamaapablH akbI-onbl AypbIC
oamMmuabl. Tpucomuga-X cCUHAPOMbI KapuoTuni
(44 + XXX = 47) snengepae kesgecen,.
Onappga XblHbIC 6e3aepi xeTe gaMmbiManbl,
O€EHe XXoHe aKblN-ou gamMyblHOa KEMICTIKTEp
bonagbl. layH cuHApoMbIHOA KapuoTuUniHae

21 Xyn Xpomocomanap yLuiey, xannbl caHbl 47
(47XY Hemece 47 XX) bonaabl.




HaCJ'Ie,Z[CTBEHHbIe 3a00/1eBaHUsA

2.5% 3%

0,5-1% 0,5-1% 1%

[ HOBOP 0JKAeHHBIe ¢ 60/1e3HAMH, BO3HHKIIHMH B Pe3y/IbTaTe XP 0MOC OMHBIX MY TaaL{Hii
[ getH c 3a6 0/1eBaHH AMH, BbI3 BAHHBIMH MY Ta LIUSIMH T eHO B

O geTH ¢ BPOXIeHHBIMH IO 0KaMH IOP 0KaMH Pa3 BUTHS
B jTr0 M, C TP afaIHe Hac/1eyeMbIMH I1C HXHUec KHMH 3 a00/1eB aHHAMH
JIH TH € TeHe THUe CKHMH /ie ()eKTaMH, BbI3 bIBa IHMMH XpOHHUYeCKHe 3a00/1eBaHHSA




l'eHpik aypynap.[eHoey]

[eHOepaiH e3repy HaTuXeciHae nanga 6onfaH TYKbIM KyananTbiH
aypynapgbl reHaik aypynap gengi. leHgik aypynapabl TyKbiM Kyanay
epekKLIenikTepiHe Kapan TepT Tonka benea,.
AyTocoMAbl-A0OMUHAHTTEIKAYTOCOMAbI-AOMUHAHTTLIK TYKbIM Kyanay
KesdiHge benrinep ayrocomaaAyTocoMabl-AOMUHAHTTLIK TYKbIM Kyanay
KesiHge benrinep ayrocomaa opHanacagbl, XblHbICKA TOYENCI3, ypnak
caublH KepiHeai. MyHaan aypynapfa: bpaxungaktmnma —
KblCKacayCaKTbINblK, NONMAAKTUNINSG — anTbliCayCcaKTbIfblK, axoHaponiasng
— eprexxenninik, 6eTTiH ceknini, kesai wen 6acy, CYMeKTiH OMbIpnbifbl T.6.
Xaragpbl.

AyTocomabl-peLieccnBTIAyTOCOMAObI-PeLeCcCmBTI TYKbIM Kyarnay TUniHae
3epTTeneTiH benri aytocomaa opHanacagbl. Ata-aHacbiHAa 6iniHGen,
ypnafrblHAa KepiHedi. MyHaoawn aypynapra ansbuHusmAyTocoMabl-
pPeLEeCcCUBTI TYKbIM Kyanay TuniHae 3epTTeneTiH 6enri aytocomaa
opHanacagbl. ATa-aHacblHAa 6iniHGen, ypnafbiHAa KepiHeai. MyHaoan
aypynapfa anbouHU3M(NUIMEHTCI3), anbKaHTOHYPUS FOMOreHTU3NH
KbILLKbINbIH apTblk beneai, nanonatusa MULLIKTbIH ©3repyi,
doEHUIKETOHYPUA — KEMaKbIS XKaTaabl.

JKbIHbICMEH TipKEeCKeH peueccuBTi benrinepaid TYKbIM Kyanay TuniHae,

aypynap keneci ypnakra X xpomocomaga kepiHeai. Onapra: remodounnuns —
KAHHKIH VIRIMAVKRI remMmenanonaTiig — TVHAe kKanMevyv NMAantToOHIA2RM — TVOTI




= JKbIHBICTMEH TIPKECKEH peueccuBTi benrinepaiH TYKbiM
Kyanay TuniHge, aypynap Kkeneci ypnakra X
Xpomocomapa kepiHeai. Onapfa: remodpunna —
KaHHbIH YWbIMaybl, remepanonarua — TyHAae
KepMmey, 4allbTOHU3M — TYCTI aXblpara anmay, paxur
— CYMEKTIH K1calobl, ranakro3eMmns — ranakto3aHbl
nurepe anmay, dbayblp LMPPO3bl, KEMaKbIM, T.0. XaTaabl.

= [onnaHavansiklonnaHananslk TYKbIM Kyanay TuniHae
benrinep aKeciHeH TeK ynbiHa faHa bepinin oTbipaabl.
Mbicanfa, Kyiak KarkaHLlachlHbIH XYHAI 6onybl —
rMNepTpUXos, rmnepTpmuxosabiH reHi Y xpomocomMmamMeH
TipKecin TykbIM Kyananabl. Ep 6ana Y xpoMmocomaHbl
TEK 9KeCiHEH anafbl, COHAbIKTaH o5 reH banara TorblIK
bepineni




Kepil OananpIcs

= TYKbIM KyanauTbiH aypynapabiH
XKIKTEnNYI?

= [l1ayH cmHapomMbiHAA KaHOan e3repicrep
aHbIKTanagb!?

= TYKbIM KyanauTblH aypynapablH HerI3ri
cebenTepi?
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= https://ppt-online.org/121549
= hitp://mfvt.ru/nasledstvennye-bolezni-u-d
etej/
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