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KHUPHUI (panacada nokropu (PhD) nuccepranusicu aHHOTALUSICH)

JAuccepranusi MaB3yCMHUHT 10/13ap0Juru Ba 3apypatu. CYHITH Hniuiapaa
OyTyH nyHEma Oojanapjard TyFMa Ba HUPCHHl KacalUlMKIap ToOopa KuIaui
TUOOUN-MKTUMOUN axaMusIT KacO 3THO, TeHETHK KacaJUTMKJIApHU TYFPYKKa Kajap
TalIXKCIAll MpeHaTal CKPUHUHT OJuAa TypraH acocuil BasudanapjaaH Oupura
aitmanmoxaa. JKaxoH COFJIMKHY CakJiall TallKUIOTH MaxXJIyMOTJapura Kypa «...Xxap
munun taxmuHad 300000 nHadap sSHrU TYFUITaH YakKajdoK XAETUHUHT OWPUHYU
oiina TyFMa HyKCOHIap Tydaiinu Bapor staam»'. IllyHunraex, «...0yTyH qyHéna
xap v 3,3 mutH 6oa 5 €mrada 6ynran mpaBpnaa BadoT 3Tanu, 3,2 MuH Oonana
5ca HOTMPOHJIMKHUHI y €KM Oy Japaxkacd Kaia stunamw» >, Ilepunaran yium
XOJATUHUHT IOKOPWINTH, Y3 HaBOaTHIa, XOMMJIAJa XpPOMOCOM Ba TEHETHK
KACAUIMKJIAPDHU ~ aHTEHaTajd TallXHcjaall yCYJUIAPUHH — TaKOMWJUIAIUTHPHILL,
XOMMJIaJla TyFMa MAaTOJOTHS MaBXYUIMTMHHM aHUKJIAIra KapaTWiraH 3aMOHAaBUMI
¢HaalyBIapH MIUIa0 YMKUII Xamja 3aMOHABUUM MpeHaTaj TEXHOJIOTHSIIapHU
KOPUN ATUIIHHU TaKO30 3TMOK/IA.

XKaxonna xommiana TeHETUK KacCATMKIAPHU TNEpUHATAN TalIXHUCIAUTHUHT
HOMHBA3UB YycysulapujaH ¢oiljaianran XoJjja IepuHaTaig YiauM XoJaTIapuHu
KaMalTUPHUIL, XOMUJIAJa TyFMa MaToJIOrUsl MaBXYJIMTUHY Y3 BaKTUAA aHUKJIAII1a
IOKOpH CaMapaJopivKKa JPUILIMINTa UyHAITUPUIraH KaTop WIMHUK-TAIKUKOTIAp
amajira OWMPWIMOKAAa. by Oopaga XxomuiagopiapHH »HpTa MyJjaTiapia
MaxOypuil TpeHaTan CKpUHUHIIAH YTKA3WII 3apypaTUHU acocliall; XOMUJIAHUHT
KypCOK HW4YM pPHBOXJIAHMIIM Ba XOJaTHMHM OaxoJyiall; XoMHiaga OHOJOTHK
MaTepUaaIHU TpaHCAOJOMHUHAN YCyJAa MMFUII TEXHUKACHHU TaKOMUJUIAIITHPHIL
OYryHIM KYHHUHT J0J13ap0 MyaMMomapuian oupu 0yiub xucoOaaHaau.

MamnakatumMuszga  alHM — JaMJa  COFJIMKHM  Cakjall  TU3WMHUHU
TaKOMWJUTAIITUPUII Ba aXOJMHU IKTUMOMM XUMOS KWIUII, THOOWI THU3UMHHU
KAXOH aHjo3ajnapu Tanabjiapura MOCHAIITHPUIL, KACAIUIMKIAPHU  dpTa
TalIXKCIall, JaBojall Ba HpoduiakThkaiam Oopacuia KEHI' KaMpOBIU HILLIap
amanra omupwiMokna. by Oopama axonura THOOWMM XHM3MAT KYpcCaTHII
Japa’kKaCUHU STHI'M OOCKUYra KyTapulla «...0ujia CaJOMATIUTMHU MycTaxKamJall,
OHAJIMK Ba OoNaJMKHU MyXo(daza KWIuIl, oHajdap Ba OoJaJlapHUHT cudATIU
THOOMI Xu3MatnaH (oiaJaHUIIHN KEHTaWTUpHI, yjapra MXTUCOCHAIraH Ba
IOKOpU TEXHOJIOTHsUIapra acocjiaHraH THOOMM €paaM KypcaTull, YakaloKjap Ba
Oonanap YIMMUHU KaMaWTUpHIN OViWYa KOMIUIEKC YOpa-TaaOupiapHU KEHTPOK
amaiara OmMpPUII»® Kabu MyxuM Basuamap Oenrunanran. Ymoy BasudanapHu
amajira OIIMpUIIAA TyFMa HPCUN KAaCAJUIMKIAPHW 3pTa IMpPEHaTaj TalIXUCIIall
XamJla XOMIIaHUHT UHKypaOes naToJorusuiap OuiaH TYFHIIMIIN OJITUHU OJIMII Ba

'Oruér BeemupHoit Opranusanuu 3apasooxpanerus, 2016. http://www.who.int/mediacentre/factsheets/fs370/en/;
Bpoxxnennsie anomanuu. www.who.int

2 OTyeT pPErHoHANBHOTO 0030pHOTO coBemaHus. http://apps.who.int/iris/handle/10665/204361/; HeonaTanbHO-
TepuHATagbHas 0a3a TaHHBIX ¥ HAOJIOICHNE 32 BPOXKICHHBIMU JIe(heKTaMu.

32017 iimn 7 ¢espamgarn IO-4947-con «2017-2021 immmapaa Y36ekucTon PecryOnmMKacHHE PHBOXKIIAHTHPHILI-
HUHT OemITa ycTyBop HyHanumum O0yitnda Xapakariap cTparterusicu TyFpucuna»ru @apmon // www.lex.uz.
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Iy OpKaJIM NEPUHATA] YJINM KypPCaTKUWIAPMHHM KAMAUTHUPUIL MYXHAM axXaMUsT
KacO 3Taau.

V36ekucron Pecniybimkacu Ipesunentuaunr 2017 iun 7 despangaru [10—
4947-con  «VY36exucToH PecnyOnMKAaCHHH sSHAja PUBOMIAHTUPHUIN — Oyiuua
xapakamiap crparerusicu tyrpucuaantu @apmonn, 2017 wun 20 urongarm [1K-
3071-con  «VY3bekucTon PecnyOnukacu axomucura 2017-2021  #wiapaa
UXTUCOCTAIITUPUIITaH THOOUHN €pllaM KYpCaTUIIHU sTHa/Ja PUBOMIIAHTUPHUII YOpa-
tagbupnapu Tyrpucugay, 2020 Hun 12 nHosOpmarm IIK-4891-con «Tub6wmii
MpOoIIAKTAKA UIUIAPU CAMapaJOPIUTHHU SHAJa OIIUPHUII OPKAIA >Kamoat
CAJIOMATIUTHHN TAabMHHIIAIITA OHWJ KYyIIMMYa dYopa-TaaOupiap TYFPUCUIANTU
Kapopiiapu Xamjaa Ma3kyp ¢aonusTra TETHIUId OOoIIKa MEBhEPHN-XYyKYyKUN
XyXKaTiapja OeNruianran BazudanapHu amaira OIIMpPHUIITa YOy JuccepTaIus
TAIKUKOTH MyalsiH Jlapaka/ia Xu3Mat KUJIaJiu.

TaagkuKOTHUHT pecmy0juKa (paH Ba TEXHOJIOTHSJIAPH PUBOKJIAHUIIU-
HHMHI YCTYBOP HYyHAJIMILIApPUTa MOCJAMIH. Ma3Kyp TaJKUKOT pecnyOnuka ¢daH
Ba TEXHOJOTHsIIapU PUBOXUIAHUIIMHUHT VI. «Tub6uér Ba dapmakoaorus»
YCTYBOP UYHauIura MyBo(puk Oakapuiras.

MyaMMOHMHI  ypPraHwIranjuk  jgapasxkacu. Hpcuni  Ba  TyFMma
NaTOJIOTHSUTAPHUHT OJIIMHU OJIMII Xamjia OTOXJIaHTUpUII Oyihya 4opa-Taadoupiiap
KOMIUIEKCHIa OFUP, TYFpHIIad OyMac napakajard HyKCOHJIap, MKTUMOWM aXxaMUSITIIH
XaMJa XAJOKATIM TE€H Ba XPOMOCOM KacauMKiIap OwiaH Oojayap TYFUIMILIUHU
Oaprapad STUII HMKOHMHM O€pyBUYM HMHBA3UB IpEHATal JUAarHOCTHKA THOOWIA-
TAIIKWIMK HYKTau Ha3apJaH XaJl KWIyBYM POJib YHHAWIUM. AKYLIEPIMK aMaJIuETUAA
TEKIUPUIITHUHT YJABTPATOBYI YCYJUIApU KEHT TapKaJTaHJIUTH, OWMOKUMEBUI
CKPUHUHT TaXJIWJ YCYJIH KYJUTAHUJIUIINTA KapaMaclaH XpOMOCOM aHOMAaJIMsIap Ba
TeHETHK KacaJTMKIIap OujlaH TyFWITaH OoJIaJTapHUHT YMYMHM COHM KamalTaHW4a
VK (Nicolaides K.H., 2014; bapanos B.C., 2014). Typau mamiakaTiapaa oJiu0
OOpwiIral Kymn COHJIM TaJAKUKOTIAp, XOMUJIaJa yYpOBUM T'€HETHK KacaIMKIAPHU
aHTeHaTaJl TalIXHCIalla Kyjara KUpUTWITAH IOTyKJapra KapaMmaclaH IepuHaTall
KacaJJTaHUII, YIUM Ba OOJAIMKIAH HOTMPOHJIMK KYpCaTKHUYIAPUHUHI OapKapop
I0KOpH Japaxkacu cakjgaHuO koamokaa (Kagan K.O., 2017; lenun O.I1.; Tumyxk
E.A., 2015; bapammues FO.U., 2014). AXOMUHUHT UpCUN KacaJUTMKIAp TYFpUCHIA
erapiuya axOopoTra sra 3Maciurd Ba THOOUN XOIMMIIAPHUHI KOMIIETEHTCH3IIUTU
VIBTPATOBYII ~ Ba  CKPUHMHI  HaTWXKaJlapuJaH  KEWMMH  XOMWJIAJIOPIUKHUHT
acocJaHWIMaraH TyXTaTwiminy xaBpuuu ommpaau (Benn P., 2013; ®ponosa O.I'.,
2012; Cumaxoxackuit A.C., 2017). Ilpenatan nuarHOoCTHKa PUBOXKH]IA HWHBA3UB
apajairyB ycyJUIapMHM TaKOMWJUIAIITHPHIN XamjJa ONepalusgaH KeWWHTU
acoparjap 4YacTOTaCMHM Kamaltupuin nom3apd HyHanmnuiapgan — Oupu
xucoOnaaHaau. [ eHeTHK KacayUIMKJIApHU dPTa TAIIXUCIIAIl YIYH XOPUOH TYKJIapH,
XOMMJIaJ]Ja KUHJIMK KOHM Ba aMHHOH CYIOKJIMKHU HUFUIIHUHT TpaHCcaOJOMHHAI
acnupanusICcu TaKTUKACMHU TAKOMWIIAIITUPUII KENTYCHIa KYIIuMYa U3JIaHUIIap
om0 Oopunumuau Tanad staau (Novelli A., Cavalli P., 2013; bapanos B.C.,
Kopotees A., 2018; I'onTtaps O. B., 2014; Opazmypanos A.A., 2010).



MamnakaTuMu3aa TeHETUK Kaca/UTMKIApHU 3pTa aHukiam Oyitmda JlaBmaT
JACTypJIapvHH amaira ommpuil goupacuga COFIMKHU cakjiall Ba3UpPJIUTHA XaMmJia
oHa Ba 0Oojla caJoOMaTIMTMHU Myxodasza KWWl OYiuda Xyayauid KymuTaiap
TOMOHHU/JIaH XOMUJIa KaCaJUIMKJIAPUHUA aHTEHATal JUAarHOCTUKA KUJIUII XU3MAaTHHU
PUBOMUIIAHTUpUIITA  bTUOOp  KapaTwia€TraHura  KapamaciaH, IpeHaTal
JUAarHOCTUKA caMapaJopiiurd, yMyMaH OJITaH[a, Xaldu JKyJda [acTIMIuya
KOIMOK/a. AffHu maiitna Y36exncton Pecry6iukacuiaa TYFUINILIAP COHM ¥ CHITH
dboHuAa TepuUHATAN ~KAacalUIaHUIN, YIUM Ba  OOJNIAUKIAH  HOTHPOHIIHK
KYpPCAaTKUYJIAPUHUHT OapKapop IOKOPU KYpCaTKUWIapy CaKJIaHUO KOJIHIIA
Ky3atuiamokaa (MamarkynoB b.M., Ase3osa I'.C., 2015; Typcynona /.T., 2011;
ba6aes K.T., 2008).

Mynaan keanb YUKKaH X0Ja aCOCUN YbTUOOPHU TaIIXUCTIAI YCYJTIapUHUHT
¥3Ura Xoc XyCyCHUSITJIapH Ba CE3yBUAHJIWIMHU YpraHull, WHBa3HB YCyJUIap Ba
IUTOTEHETHK TEKIIMPULIUIAPHA TAKOMWUIAIITUPHILI I03acHJaH Oepuiiauran
KypCcaTMaJIApHU AaHUKJIAIITra MYyHAITHPHILI 3apypUATH 03ara KelaMmMokaa. byHnoax
TalIKApy KeJrycHJa UpPCUM Kacaumumkiap Oyinya XxaBd rypyxura OemopiapHU
capaJyial xamza €1 Ba xap Oup aé€n ydyH UHIMBHyal XaB() OMUIUIAPUHU XucoOra
0JITaH X0J1/1a UHBA3UB apajlalllyBJIAPHUHT ONTUMAJ YCYJIMHU TaHJIAlll ME30HIapUHU
ApaTull, ONepaluusiaH KEeWHWHTM acoparTjiapHd  KaMaWTUpHIL, J1labopaTop
TEKIIUPUIUIAP MIIOHWIMIUTMHU OIIMPUII XaMJa COXTa HaTWXajlap COHHUHH
KUCKapTUpUIll OyirW4ya ONTHMal IIAPOUTIAPHU TAabMHHIIAIITA WYHAITUPUITAH
qyopa-TaJAdupiaapHu HIUIA0 YuKMIl Tanad »Twiaau Ba Oy ymly coxana
TAAKUKOTIApD OO OOPWIMIIMHUHT WJIMUH-aMaldnil axamusaTra SrajlurdHd
KypcaTaau.

JAuccepranus TAAKUHKOTHHUHT JUCCEPTANMS 0aKAPUJITaH OJIMI TABJIUM
MYyacCaCAaCHHMHI WIMHH-TAAKMKOT MILIAPH OWJIaH OOFIMKJIUrK. J(uccepranus
TagKUKOTH PecrnyOinka MXTUCOCHAIITUPWITAH AaKyIIEpJIUK Ba THUHEKOJOTHUs
WIMUK-aMaIui THOOUET MapKka3u UIMUM-TaaKUKOT unuiapuauar AJICC — 15.2.5
«XpOMOCOM KacaJUIMKJIApHU MNpeHaTal TallXUCIAIIHUHT CKPUHUHT YCYJUIapUHU
nniad yukum (2015-2017)» rpasT noituxacu goupacuaa Oakapuiras.

TagKUKOTHHHI MaKcaaM XOMHJIAJa XpPOMOCOM Ba TI'€H KacaJUIMKJIapUHU
npeHaTal TalIxuciall yCyJUlapuHu ONTUMAITAIITUPUILAAH nOopart.

TaagKuKOoTHUHT Basudaiapu:

XpOMOCOM  KacaJUIMKJIAp XaBd  MPEAUKTOPIAPUHHM  aHHWKJIANI  YIYyH
XOMHJIQJIOpap/ia XoMujga OMOKUMEBHMA, YIBTPATOBYII KYpCAaTKUUJIAPHUHHHT
PETPOCIIEKTHB TaXJIWIMHHU YTKA3UIII; XaB( TYpyXyura KUPUTHUITaH XOMHUJIaopaapia
KIMHUK (€1, aHaMHe3) MabIyMOTJIapHH TaxJIMJI KWJUII Xamaa XOMIJIAHWHT
OMOKMMEBUIA, yIBTPATOBYIII CKPUHUHTY HATHKAJTApUHU OaxoJallr,

XOMUJIaJOpJIapHU MHBA3UB CKPUHUHT KWIHII OPKald XOMHJIala XpOMOCOMa
MATOJIOTHSICUHUHT 3HT MYXUM O€NTWJIapuHu axpaThl® KypcaTuil Ba OMpPUKKaH
KylIMa  MpeHaTal  CKPUHUHI  KYpcaTKUWIapd  KOMOMHAUMsACH  Xamja
MMKOHHUSTIIApUHU 0axoJialll; MpeHaTajl CKPUHUHI caMapaJopJIMTUHU OLIMPHIIJIA
XpPOMOCOM aHOMAJIMSUIADHU aMHHUOTUK CYB OWJIAH IUTOT€HETUK TEKIUIWPHUIIHUHT
aCOCHI XyCYCHUATIAPUHH aHUKJIAI;



WHBA3UB MYOJQKAHUHT OWOJOTHK MaTepUAMHA WHFUNT TEXHUKACHHU
TaKOMWJUIAIITUPHILL,  WHTpAa- Ba  ONEpalUsaH KEWMHTH  acopaTiapHU
KaMalTHpUIlAa YyJIbTPATOBYII JaTYUrd Ba XojjaepAa OWONCHUS HacaJKaCuHU
KyJIJIanl caMapaJopiIMTMHA acocyani;

KOMILJIEKC MPEHAaTa] CKPUHUHT YTKa3UII alTOPUTMUHU UIUTA0 YHKULI.

TagkuKOTHUHT 00beKkTH cudaTHIa XOMUIaJa UPCUN KacaJTUKIIap Oyinya
IOKOpY XaB() TypyxXura KUPUTWITaH Ba MpeHaTall JUArHOCTUKAHUHI WHBa3UB
yCyJUlapuHH yTKazum yuyyH PecmyOnmka mukécumard IaBojani-mpoQuiIaKkTHK
tnoo6uii myaccacanap (PUATUATM M, PCM, T'ematonorusi Ba KOH KyHHII
PUMATM, BuOAT CKpUHUHT MapKaznapu) naH xyHatwirad 40 Hadap xomuiaaop
a€JI OJIMHTaH.

TaakMKOTHUHT mpeaMeTH OYIMO XOPHOH TYKJIapH, aMHHOTHUK CYIOKJIHK,
XOMHJIa KUHIUTUIAH OJIMHTaH KOH XUCOOIaHa !,

TagkukoTHUHT ycyJuiapu. /lucceprauusna ¢GyHKUHOHAN, OMOKUMEBHIA,
UMMYHO(EPMEHT, LUTO-, MOJEKYJISP-TCHETUK, CTaTUCTUK KaOW TagKUKOT Ba
TaxJIUJ YCYJUIAPH KYJUTAHWIITAH.

TagKUKOTHUHT MJIMHUI SHTUJIMIY Kyiugaruiapaad noopar:

WIK OOp WupcHil KacalUIMKIAp PpUBOXKJIAHUIIM OYilM4ya yJIbTPaTOBYIIL,
OMOKMMEBUN Ba aHAMHECTUK XaB() OMWUIAPUHM AHUKJAUIHUHT JUArHOCTHUK
ME30HJIapU TAKOMUJUIAIITUPWITAaH, YJAbTPATOBYII Ba OWOKUMEBUN CKPUHUHT
OpKaJIM  XpPOMOCOM  KacajulMkiaap Owman  Oonaynap  TYFWIMIIMHH — 3pTa
TalIXUCIIAITHUHT MPOTHOCTUK UMKOHUSTIapU OaxoJaHTaH;

WK OOp TeHETUK KacaJUTMKIAPHU TYFPYKKa Kajap 3pTa aHUKJIAIla MpeHaTal
JUArHOCTUKA YCYJUITAPUHUHT CE3YBUAHJUTH XaMmJa cHenuuk KuxaTiapu
AHUKJIAHTaH;

WIK OOp omepanusagaH KEWMHTHM acoparjap 4YacTOTACMHHM KaMaWTHPHII
MakKcaJu/a yJIbTPAaTOBYILIM JaTYMK Ba XOJJAEp YUYYH OHONCHUS HacagKacHJaH
doiinananran xoi1a OMOJOTUK MaTepUATHW WUFUIMHUHT a0JOMUHAT TEXHUKACH
TAKOMHJUTAIITUPUIITAH;

WK OOp XOMMIIA/la UPCUM T€HETUK MaTOJIOrUsIap PUBOXKIAHUIIMHUHT FOKOPU
xaBpu Oynran xomwmnagopiapHu oiau0® OopummHUHT auddepeHman EHaaNTyBU
UIIa0 YMKUJITaH.

TagKUKOTHUHT aMaJIMii HATHXKAJIAPH Kylugaruiapaad noopar:

XpPOMOCOM Ba T'€H OYy3WIHIUIAPUHU 3PTa TAIXUCIAIIHUHT UHBA3UB yCYJUIapU
TaKOMUJUTAIITUPUIITAH;

XOMHUJIaJa XpPOMOCOM Ba TI€H KAaCaJUIMKIApUHU TAlIXMCIAIA SXJIUT
EHJAITyBHY MAKJUITAHTUPHUII OYiinda KIMHUK OaéHHOMA UIIIA0 YMKUJITaH;

VMHBA3MB MIPEHATAJl AUArHOCTUKA YTKA3UII YUyH XOMMJIAIOPJIMKHUHT ONTHMAII
MyJIJaTIapUHNA aHUKJIAI OYiirda yciyOuil TaBCUsSIHOMA UIIa0 YMKUIITaH;

yJIBTPATOBYI, OMOKMMEBHI Ba aHAMHECTHK XaB(]) oMWIUIapW, yJIapHUHT
KOMOWHAIUACKH  Ba  JUArHOCTUK  axXaMUATHHH  aHUKJIAIl  ME30HJIapu
TaKOMUJUTAIITUPUIITAH.

TaaKUKOT HaTUKATAPUHUHT AIIOHYJIUIIUTH.

TagkuKOT UIKMAA 3aMOHAaBUI YCyJl Ba €HJALIYBIAPHUHT KYJUIAHWITAHJINTH,



Hazapuii MabIYMOTJIAPHUHT OJIMHTaH HATWKamap OWilaH MOC KeJUIH, OO
OOpwiIraH TEKIIMPYBIAPHUHT YCIYyOUM KUXATAaH TYFPUIUTH, XOMUJIAA0piap
COHUHHUHI €TapiWIUrd, HHCTpyMEHTad, (YHKIMOHAJ, CTaTUCTUK TaJAKUKOT
yCyJIIapura acoCJIaHWJITaHINTH, IIYHUHTIEK, TAAKUKOT HATHKAJIADUHUHT XAJIKApO
Ba MaxXaJUIMHd TaJKUKOTJIap OWJlaH TAaKKOCJIAHTAHIIMTH, XYyJOoca, OJIMHTaH
HaTWKAJTApPUHUHT BAKOJIATIW Ty3WJManap TOMOHHUAAH TaCAMKIAHTAHJIUTH OWJIaH
acociaHaau.

TaaKuKOT HATHKAJIAPUHUHT WJIMHUI Ba aMaJIMi aXaMHUSATH.

TagKUKOT HATWKATAPUHUHT WIMHUM axamusTd €11, aHaMHE3, XPOMOCOM
MaTOJIOTHSUTAPHUHT OMOKUMEBUH Ba YIBTPATOBYIIUIA MapKepiaapu, XOMUTIATOPIHK
MyAJaTd Xamjia aéTHUHT TICUXOJIOTUK XOJaTHHHU XpcoOra oJiraH XoJija ImpeHaTall
JIMarHOCTUKA KWJIMIIHUHT WHBA3UB YCYJUIAPUHHM amajra OIIMPHUIL 3apypaTUHUHT
WJIMUHN aCOCTaHTaHJIUTH, MaXCyC TYTKUY Ba yJIbTPATOBYILIN JATYUKIA OUOTICHUS
HacaJIKaCHMHM KYJIJIall OpPKaJIM apajalllyBHUHT ONTUMAaJ YCYJIM TaHJIAHTAHJIUTU
OwJaH M30XJIaHaIH.

TagkUKOT HaTHXKAJAPUHUHT aMajuid axaMUATH TecTalus MYAJaTH,
XOMUJIQJOPHUHT TICUXOJOTUK XOJATUHM XHMCOOra oOJIraH XoJila HWHBa3UB
apanamryBiapja Takiaud OSTWIraH OINEpaTUB YCYJHU TaHJall ME30HJapH,
EHJaIyBIap XaMJa IUTOTCHETUK JabopaTopus UMKOHUSATIAPUAAH XOMUJIAHUHT
XpOMOCOM Ba T€H KaCaUIMKJIAPUHU H3pTa aHUKJIAIl Makcajuaa pecrnyosmka
CKPUHUHT MapKasJjapu, epuHaTal MapKasiap, pecinyOIrnKa UXTUCOCIAIITUPUITaH
aKyIIepJMK Ba THUHEKOJOTUS WIMHN-aMaluil Mapkasznapuaa QoiiiamaHuiIrasia
WHKypaben xosariap OwiaH Oosanmap TYFWIMIIWHUHT OJIIMHU OJIUINTa XU3MaT
KWINIIK OWJIaH U30XJIaHaIH.

TaakuxkoT HATHKAJTAPUHUHT JKOpUH KIJIMHHUIINA. I'enetuk
MaTOJIOTHSUIADHUHT AHTEHATall JIMarHOCTUKACMHU ONTUMAJUTAIITUPUIN OYiinua
OJIMHTaH WJIMHUHN HAaTWXaJJap acoCHuaa:

[ecTtanussHUHT 3pTa MyAAatTiapujia XOMWIaJa HUPCUM KacaUTMKIApHU
KYpPCOK HWYHJa JUArHOCTUKA KWJIMII YCYJUHU TaKOMWIJIAINTHUPHUIN HATHXKACHUIA
«ecTalistHUHT 3pTa MyAAaTiapyja XOMWJIaJla MPCUN KacaJUIMKIApHU KYyPCOK
WYuja JAUArHoCTHKAa KWIHII —aJTOPUTMH» HOMJIM  yCIyOud  TaBCHUSIHOMA
tacaukianrad (CoFuKHM cakiaml BasupiauruHuHr 2020 iun 23 HoAOpaaru 8H-
p/456-con MabayMOTHOMAcCH). Ma3kyp yciayOuii TaBCHsTHOMa XOMUJIQIOPJIMKHUHT
spTa MyJdaTiapuaa XpOMOCOM Ba TI€H AaHOMAJIMSJIAPUHU IpEeHAaTal aHUKIIAII
Xamjia AaBoJiad OyiIMaiauran KU Al HyKCOHIap OuiaH OoJajgap TYFUITHIIIMHUHT
OJIIMHHU OJMII OPKAJH MOMYJISUUSHUHT T€HETUK FOKMHW €HTWJLIATUIL UMKOHWUHU
Oepras;

WHBA3UB IMpEHaTaj AMArHOCTUKA YCYJUIApUHU TaKOMMJLIAIITHPHUIN OYiirua
OJIMHTaH WJMHM HATWXXaJIap COFJIMKHU CakJall aMajuérura, >KyMJIaJlaH,
V36ekncron PecnyOmukacu PecryGiuka MXTHCOCHAIITHPHITAH HIMHI-aMasIHil
aKyIIepIuK Ba THHEKOJIOTHsS THOOMET Mapkas3w, TOIIKEHT BUJIOSTH TIEpUHATAI
Mapkaszu, Kubpait TymaHugaru TyMaH THOOMET OupiamMacu KIMHUK aMaTHETHTa
xopuid atunrad (COFMMKHU caknaml BasupiuruHuHr 2021 vnn 15 guBapnaru 8H-
1/13-con MmabmymoTHOMacH). OMUHTaH UMUK HATIKAJAPHUHT aMaIUETTa TaI0uK
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STUIMIINA UXTUCOCTAIITHPUITAaH THOOMI €épaam kypcatuil cUpaTHHU OIIUPHII,
UpCcHUil marosiorusiap OWJIaH TYFWITAH IIAXCIAPHUHT XAE€THMHM TabMUHJIAIl Ba
KYyU1a0-KyBBaTjall y4yH JaBjiaT TOMOHMJIAH aXpaTWiIaJAuraH MOJIUSIBUN
Xapaxkariaap Xamja OyHAall IIaXCIapHUHT OWJIaJiapd TOMOHMIAH KUJIMHAIAUTaH
capd-xapaxatiapuu 18% ra kamalTHpUIl UMKOHUHU OepraH.

TaakukoT HATHKAJTAPUHUHT anpodamusicu.  Ma3zkyp  TagKUKOT
HaTWXxanapu 1 Ta xankapo Ba 2 Ta pecrmyOiuKa WIMHM-aMalui aH)XyMaHJapuaa
MYXOKaMaJiaH YTKa3WJITaH.

TaaKUKOT HATWKAJIapUHUHT OJBJIOH KUIHHTAHIUTH. J[luccepramus
MaB3ycH Oyiinua xamu 10 WIMMI MID 4ON STHITaH, IIyJapaaH Y30eKHCTOH
PecniyOnukacu Omnuit  atrectanusi KOMHCCHSCHUHUHT JUCCEpTaLUsAiiap acoCui
WJIMUNA HATHKAJTAPUHU YOI ATUII TABCUS STUJITaH WIMHUN Hampiapaa 9 ta Makona,
KymiianaH, 4 Tacu peciyOJrKa Ba 5 TaCH XOPYIKUM KypHAJIap/ia HaIlp STUJITaH.

HuccepTaniMAsHUHT TY3WIHIIM Ba XaXMH. Jlucceprauusi TapkuOu KUpUI,
TypTTa 0600, XYysnOoca, amanuid TaBcusiap Ba (¢oHgamaHuITaH anaduériap
pyitxatuaan uoopar. JlucceprauustHUHT XakMu 120 O€THH TalIKKIT STaIH.

IMCCEPTAIIUSHUHT ACOCUY MASMYHH

Kupum xucmuna yTKa3wiran TaAKMKOTIAPHUHT JOJ3apOJIMTU Ba 3apypartu
acocJlaHraH, TaJAKUKOTHUHI Makcaau Ba Baszudanapu, OObEKT Ba MpeAMETIapu
TaBcu(IaHraH, pecimyoinka ¢paH Ba TEXHOJIOTHUIAPH PUBOXIIAHUIITUHUHT YCTYBOP
MYHaIUIUIApUIra MOCIMIHM KypCaTWUTraH, TaAKUKOTHUHI WJIMHW SHTUJIMIM Ba
amMaJIiii HaTWXanapu 0a€H KWIMHTaH, OJIMHTaH HATWKAJIAPHUHT UJIMUHN Ba amMaluil
axamMuaTd ouuO Oepuirad, TaAKUKOT HATWKAIAPUHUHT aManuérra >KOpui
KWIMHUIIYA, Halmlp OJTWIraH UIUIap Ba JAMCCEepTalMs TYy3WIUIIM Oyiinua
MabJIyMOTJIap KEJITHPUITaH.

HuccepranussHuHar «®@eraj THOOMET: WIMMHA TAAKUKOTJIAP HYHAJIWIIH,
IPUIIMIITAH KOTYKJApP, PUBOXKJIAHMII MCTHUKOOJIapU Ba MyamMmoJapmw» 1e0
HOMJIAaHTaH OupUHYM O00MJa XOMMWJIAHUMHT XPOMOCOM Ba T€H KacaJTUKJIapu
JIMarHOCTUKAacu Oyinda anaOuériiap MabayMOTJIApU YYKYp TaxXJIMJI KUJIMHTaH,
MyaMMOHUHI OyIyHIM KyHJard XoOJaTH TaHKUAUN OaxonaHraH, WHBa3uB
apajiairyBjiapJla OIEpaTUB YCYJHH TaHJIAIl ME30HJIapW, €HIALIyBJIAp XaKUJaru
3aMOHABHM KApAlLIADHUHT HA3apui JKUXATIApW TaxXJWj KWIMHTaH XamJa
TU3UMJIAIITAPWITaH. XOMHJIAHUHI XPOMOCOM Ba T€H KacaJUIMKJIapura JIOup
OYryHIM KyHTa Kajap ¥3 €Y4MMUHU TOTIMAaraH >KuxaTjiapra TyXTaiu0 YTHiraH.

JucceprauyssHUHT « TaAKMKOTHUHI KJIMHMK MATEePHAJIHN Ba METOLIapu»
ne0 HOMJIAaHTaH HWKKMHYM Oo0uaa TaJKUKOTHUHT KIMHUK MaTepHald Ba
METOJIApUHUHT yMyMuid TaBcudu 6aradcun 6aén stunran. 2017-2020 iinnnapaa
NepUHaTall CKpUHUHTHU amanra omupuil yuyH PUATMATMra myposxaaT Kuiran
Ba 579 xoyatrma xoMuiaaa XpoMOCOM Ba I'€H KACAJUIMKJIAPHW PUBOKIIAHUIIMHUHT
IOKOpU XaB(u aHUWKIaHTaH >xamu 1613 Hadap aén TaIKUKOTHUHT WIMHNA
Marepuanu 0yiu0 Xxu3MaT KHIIH.
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TaaKUKOT HaTMXKATAPUHU TYFPU Oaxonaml ydyH IOKOpU XaB( TYpyXuIaru
40 Hadap kyHrWUIM a€l KEWWHTM WHBA3UB TAallIXUCIANUIAPHU YTKA3WII Y4YH
tannad onuuau. Kyinparunap acocuii rypyxra Kampad oiuin mMe3oHnapu Oyiauo
XUCOOJIaHIU:

— XxpoMocoM anoManusutapHuHT YT Ba/€ku BK mapkepnapu MaBxyUIUTy;

— a€JIHUHT a€mu 35 €11 Ba YH/IaH KaTTaJUlH;

— OoWJaJa XpPOMOCOM KacaJluKKa YaJMHTaH OOJIAHMHT MAaBXYJIUTH EKU
OJIIMHTYA XOMUJIAJOPIUKIA IIYHIAH XOMUIAHUHT aHUKJIAHTAHIIUT ;)

— OTa-OHAJIap]la KapUOTHUI aHOMAaJUSIIapH;

— X-OofnaHraH Ba/€KkM TeH KacaJUIMKJIAp MaBXKyJ OYNraHma XOMHJIAHWHT
KUHCUHU aHUKJIAILL

— KapUHAOILIAP HUKOXU;

— XOMWJIQI0p a€THUHT TAAKUKOTAA UIITUPOK TUIITA PO3UIINTH.

Ky#ugaruiap UCTUCHO 3TUII ME30HIapu 0YIn0 XUCOOTaHIu:

— aCJIHUHT WHBA3MB MpEHaTal JUarHocTukara 22 xadragaH Karta MyajaaTaa
MypoO’KaaT STHIIIH;

— aéJTHUHT TaJKUKOTAa UIITUPOK ITUIIAAH OOII TOPTHUIIIH;

— recTalusHUHT 8 xadTaraya Oyiran MyaaaTUIard XOMIWIaaopiap;

— yMFa3ajaH OOIIHUHI Terma KucMuraya Oyiran yamuamHUHT 43—45 MM naH
Kamaurd, aél  KUHCHM  ab3oyapujia  YTKUP  IOKYMIIU-SJUTUFJIAHUIILINA
KapaCHIApDHUHT MaBXY/UIUTH, XOMUJIAJAOPIUKHUA TyxTatuml xaBdpu, OWB
TallyBYUJIAPH.

XoMHIamopaapaa TecTals MyuiaTiapd Y30eKHCToH Pecry6imkacu
XoMmuiiaopiapra mnepuHaTan €paaM KypCcaTHIIHMHT MWl cTaHaapTiapu
acocuna oenrunanau (Tomkent, 2020).

Acocuii rtypyxmaru 40 Hadap XOMHIAIOp WKKUTA KHYHK TaJIKUKOT
rypyxjapura axpaTwiad. bupuHum kuuuk rypyxra 35 nHadap (87,5%) YT
CKpUHUHIIAaH ~ YTKa3WjraH, XpoMocoM aOeppaiusi Mapkepjapu  MaBxKy/l
XoMuiagopiaap Ba/€ku  (Ouprajukna) 3apaod MapKepJapuHUHT  MEbEpUi
KYpCaTKUWIApHIa OFUIILIAP MaBXyJ, XpOMOCOM MaTOJIOTHSJIAP PUBOKIIAHUIIIN]IA
oKopu €m xaBdu, ouiaza XpOMOCOM KacalMKKa yajguHraH Oosa OyiraH Exu
OJIIMHTA XOMWJIQJIOPJIUKJIApAa IIyHJal TaTOJOTHsJIM XOMWUJIa AaHUKJIAHTaH,
OFUpJIAITaH OWIABHMN aHAMHE3JId XOMUJIAJIopJiiap KUPUTWIIH. VKKUHYM KUYHMK
TYPYXHH XOMWJIaJa TeH KacaJUIMKJIapyW PUBOXJIAHUII xaBdu Oynran 5 nHadap
(12,5%) xomunagop TaluIKWI 3T/IU.

XoMmmiagopiap Smiam OKOWM OyinWYa OWIaBUM TMONHMKIMHUKAaAa Ba
PUATUATM paBnar myaccacMHMHT «Owiia Ba HHUKOX)» WIMHU-KOHCYJIbTaTUB
NOJMUKIMHUKAacua kKypuknan (AnueBa [[.A.) XamJa WHBa3uB apalanryBiapra
Tau€prapiavKIaH YTKA3UIIH.

JlabopaTop TEKIIMPUIUIAPHUHT CTaJapT CHEKTpuAaH ¢oaanaHuIan:
KOHHUHI YMYMUW TaxJIWJIM, CUUAUKHUHT YMYMHUW TaxJIMJIM, KUH (DIOpacMHUHT
XapakTepyu XamJila KOH TYpyXH Ba pesyc-pakTopHu aHukiami. MuHdexuusap —
cuuinc, ogaM UMMYHUTET TaHKUCIUTUT BUpycH, B Ba C remnatutiapHu UCTUCHO
ATUII YYYH TECT YTKA3UIIIH.
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Xomunnagopiapra THOOMI-TEHETHUK KOHCYJIbTAI[Usl MapKazu OYIUM MyAupu
(Ucxakoa I'.b.), PecnyOmmka ckpunuHr wMapkazu reHetuku (Ilak A.A.),
I'emaronorus Ba kKoH Kyium PUMATM wmonekynsp-reHeTHK jgabopaTtopusicu
oynmum wmyaupu (npodeccop badGaes K.T.) kabu reHeTHKIap TOMOHHUJAH
KOHCyJbTaluss Oepwinu. 3apypaT Oynaranga Oollka apajaml MyTaxaccuciap
MacjaaxaTh XaM OJIMH/IY.

Aémnap WHBa3MB TMpeHaTal JAMArHOCTUKA YTKA3WJIUIIMHUHT 3apyparTw,
MyailssH ~ ycyngaH —(QoimamaHuIl Ba  ONepanusara KUPUIIHAHT  Makcaara
MYBO(DHKINIY, HHTPA-Ba ONepalusAaH KEHUHTU SXTUMOJIMM acopatiap TyFpucuaa
MabIyMOT Oepuian. bapda xonaTinapaa myosnaxaiap yuayH €3Ma PO3WIHK OJIMHIH.

VYabrpaToBym Oenruigapd Ba OMOKMMEBHMM CKPUHUHT KypcaTKUWiapu
TaxJ I KWIMHIA, OMOKUMEBHI CKPUHUHT XaM/la yJIBTPATOBYI KypCaTKUYJIapua
XOMuUJIaJa XpOMOCOM aHOMAJIMsUIap Ba M€H KacaJUIMKJIIApU aHWKJIAHTaH aéiiapaaru
MATOJIOTHK Y3rapuiuiap ypTracujia KOppeasTUB ajloKa MaBKyAJIUTH aHUKJIAH U,

@erann  ropMoHyap gapaxkacuHu anukiaanuiap PUATUUATM  paBnar
MyacCacaCMHUHI HMMMYyHoJsiorus Oynumuaa (®PaizupaxmanoBa M.M.) amanra
OIIMPUIITH, XOMITaAOpAUKHUHT 11-13,6 xadTanuk mygnatuga PAPP — A Ba f§ —
OXI' 3apno6 OKCWUIApUHMHT Japaxacu, IIyHHHTIek, 16—-19,6 xadranuk
mynnatna A®IL, OXI' Ba spkuH a3ctpuon (39) anukinangu. ADIL, OXT
KOHIIEHTparusicu Ba Oornanmarad 3ctpuoi «UDOT-ADID» Ba «['oHagoTpornuH
NOT-OXI» («Humon» MUK, I'epmanust) TecT-tu3umuian (horganannd KaTTHUK
dazamm UMMyHO(EPMEHT yCyJiJa aHWKIAHIA. XOMIUIAIOPIUK OWIaH TIa3Malii
acconuupnanrad A okcunu (PAPP — A) vu anuknam xam «Ankop buo» MUX
(Cankr-IletepOypr) épmamupa UDT ycynuaa amanra OmUPHIAN. ABTOMATHK
nactypaaH doigananral Xoiaa cTaaapT kanuopau kuimmk 6yiinua OXI', PAPP —
A Ba 09, A®II koHUEHTpalUsAIapyu aHUKIAHAW. MapKepiapHUHT Japaxaiapu
VI4aHTaH aXaMHUSITHUA XOMIJIQIOPJIMKHUHT yIIOy MyaJaTuaard MeauaHara Oyiui
opkasiu MoM Oupnuknapuna udonanangu. /J[.OTrra HOMHMIArdM akylmiepiavK Ba
TUHEKOJIOTHST MHCTUTYTH Ba «Ankopbuo» MUX (Cankt-IletepOypr) ToMoHuaH
unutad uyukuiarad «Mcupa» npactypu €pnammpa  Jlayn, Onpapac Ba Ilaray
cCUHJpoMIapu OVirnya HHAWBUAYAT XaB(] X1co0Ia0 YMKUIIIH.

VYapTpaToByIl TEKIUPHUILIAPU Mapka3 mytaxaccucnapu (Martuanosa A.T.,
TamxugauHoB D.9.) Tomonuaan «Mindray 8» (KXJIP, 2017) Ba «Samsung UGEO
H-60» (KXP, 2017) ¢upmanapuHuHr yJIbTPATOBYLI  ammapaTiiapuaaH
¢oiinananu® YTKa3WIAU. YJIbTPATOBYUUIM CKPUHHMHI aMaliuil KyJUlaHMamapja
(dozmnoBa A.A., 2012) TaBcusa sTuiaran MewnépiapiaH ¢oiinananud amanra
OIIMPUII]IH.

XoMuianopiap/ia, acocaH, IpeHaTal JUarHOCTUKAHUHT KEHWHYaJIUK
OMOJIOTUK MaTEPHATHU IIUTOTCHETHK Ba MOJICKYJISIP-TEHETUK TEKITUPHIIIIAP OniaH
kopaouentes (13 nadap, 32,5%), amuuonente3 (21 nadap, 52,5%) Ba xopuon
TYKJIApUHUHT TpaHcabaomuHan acnupauusicu (6 Hadap, 15%) xabu uHBa3uB
yCyJutapu YTKa3WIIu.

NupazuB Manunymsiussiap QUINKE kupkumiin MaHIpeHIN OHONCHs
urHaiapu (18G 160 mm; 22G 200 mm), 3XOreH yWIHWK, YYKYpPJIUKHU CHUJUIMK

12



YEeKJIarud, CAaHTHUMETPJU OeNThiiap Ba IINPHUIIHA OUPUKTUPHUIIT y4yH KOHHEKTOP
(Utamus, Medax medical devices) nan dorinananran xonaa YT nazopar (Philips
2008, Hunepnanaus, S MI'11 i CeKTOPJIM JATYUK) OCTH/IA YTKA3ZUIIIH.

[Hurorenetux Ttekmupunuiap «Sigma» (AKILI, 2019) Ba «ITAHEKO»
(Poccusa, 2019) d¢upmanapuHuHr peakTuBiIapuaad  (Qoigamannd amanra
OLLIUPHUIIJIH.

XpoMOCOM TaxJIWJI CTaHAAPT XPOMOCOMIJIM MHKPOMATPUIIAN  TaXJIAJ
(Genechip scanner 3000 7G system) €pnamuna yTrazmwigu. KOkopu 3udInKKa sra
750 MUHT MapKepJlapHU CaKJIOBUM, TEHOMHHMHI Oapya KIMHUK aXaMHUSTIU
yYaTKaJapuHU KOTUIOBYM YpTada 3UWIMKIArd MUKpOMaTpHIaaad Goii1aaaHuIIu.

l'en xacajummkiiapuHu MpeHaTaja JWArHOCTHUKA Kuiaum yuyH acocui JJHK-
JMArHOCTUKA YCYJIA — TIOJIMMEPA3 3aHKUPIIU PEAKIUs yCYIU KYIUIaHH.

OnuHran MabaymoTiapra THOOUN Ba OMOJIOTHK TaJKUKOTIAp YUyH YMYMHUN
TaBcusyiapra aman KuiuHran xomjga Microsoft Excel 2013 (Microsoft Corp.,
AKIII) Ba Statistica 6.0 for Windows (Stat Soft Inc., AKII) crangapt amanuii
JacTypiap nakeTuaan QonganaHud CTaTUCTUK UILIOB OEpUIIIN.

Xomunaaa aHOMAaJIMsIIAPHU aHUKJIAIIra HucOaTaH YCYJTHUHT
caMapaJIOpJIMTUHK ~ 0axoJialll  y4yH CEe3YBUAHJIMK, CHEHU(PUKIUK, HWKOOUN
MPOTHOCTUK aXaMHUsT, calOuid TPOTHOCTUK axaMUAT, YCYJIHHHI JHArHOCTHK
aHukurn xuco6mad uyukwian (Altman D.G., Bland J.M. Diagnostic tests 2:
predictive values, 1994; Andrers Albom, Stephan Norrel, 1996).

HMucceprauussHuar  «l'eHeTMk  kaca/ummkiaap  Owian  OoJsanap
TYFUJIMIIMHUHT IOKOPU XaBdu O0yiarad aéuiapaa CKpMHHMHI KYpPCAaTKH4JIapH
TaBcuu» 1e0 HOMIAHTaH YYUHYU 000H1a TEHETUK MaTOJIOTUSIAp PUBOKIIAHHILI
xaB() oMUITApU TAXJIMIIA KEITHPUITAH Ba YHJIA HUpCcUid (TEHETHK) MaTOJOTHS Xap
KaHmail € Toudacuia TeHr Japakaia yupaid MyMKHHIATY Ba Oy €uaH KaTbu
Hazap (xaBd rypyxunaa 35 €mrava Oyiran xoMmuiajopiap Xam, yHAaH KarTa
érrgar XOMUJIaIopiiap XaM TeHT MUKIopAa OYIan), Xxap OUp XOMUJIAOPHU YYKYyp
KOMOWHAIMsJIAHTaH TpeHaTajdl CKPUHHWHTIAH YTKa3WIl 3apypJIMTHaH J1ajioJiaT
Oepuin acocnanras (1-pacm).

18
17
4
H —
) _

18-34 éw 35-49 éw

H 1rypyx (n=35) ©2rypyx (n=5)

1-pacm. Kypukaan yrkasuwiran aéJIapHUHT €1 XyCyCHAT/IapH TAXJIWJIH.
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Texmupumiman OJWHTaH HATWXKajgap acocuaa OeNTuiIaHauKu, &m xaBdu
MaBXy/ IIaxciapja TalllXucilaHraH aHeyriouaus xonatu 3 Hadap (17,6%)
oemMopaa Kaij STHIIN. Em omum OynMaran maxciapnaa 7 ta xonataa (38,9%)
XOMMJIaJ]Ja XpPOMOCOM TATOJIOTHsUIAp Tamxucianau. buHoOapuH, Kailn >Tuil
KOU3KH, MPEHAaTaJl CKPUHUHTHU XOMUJIAJop aéJulapHUHT Oapua €m Toudanapuia
YTKAa3uIll 3apyp.

M3onsuusananrad €m oMU XaBUHU YpraHUUaH OJUHTAaH HATHXKalap
TaxJIWJIMra Kypa alTuim MyMKHHKH, 35 €m Ba yHjaaH karra €uum 17 Hadap
xommnanopiapaan ¢akar 2 Hadapu (11,8%) marmna &mra OOFIMK  XaBd
(maTosiorusicu3 KapuOTHUIT) AaHUKJIAHIH.

Emra Gornuk

I0KOPH Xae
OHIIaH KaMi
XOMHIIaJopiap ‘
(17)
I l |
+ 2 Ba yHOaH
+ 1 Ta xaed OPTHEK XaB()
Hz%1g%1a?5aH OMUTHHUHT OMHJITAPHHUHT
‘ Supurumu (10) ‘ GUPUKHIIN
| (YT + BK) (5)
AHomMan AHomMan AHomMan
Kapuotu (0) ‘ Kapuotu (1) ‘ KapuoTu (2)

L / L / L -

2-pacM. Emra 6oriiuk xaBg OMWJIMHE YPraHUIIIAH OJJMHIAH HATHKAJIAP TAXJIUJIIH.

1 (6butra) kymmmua xaBd ommmm MaBxkyn 10 nadap (58,8%) xomunamnopna
OuTTa X0JaTAa XOMIIAHUHT aHoMman kapuotunu coaup oynau (10%). 2 Ba yHaaH
OpTUK XaBp oMM MaBxkyn Oynran 5 Hadap (29,4%) &Emra OOFIMK
xoMmuiaaopiaapaa 2 Hadap XOMHUIaja aHOMall KapuoTunl Kaiia stuiau (40%) (2-
pacMm). bunoOapuH, YTKa3wia€TraH IpeHaTal CKPUHUHTHUHT CE3yBYAHJIMIH Ba
CrieM(pUKIUTUHYA OLIMPHUII MaKcaauaa € OMUIn OOoIIKa XxaB( oMusuiapu OusiaH
OMPIAIITUPUITUIIN KEPaK.

AHamHE3 (0Ta-oHajapJa TPaHCIOKAIUs, OWIaaa OONalapHUHT aHEYTLIOIHSI
OWJIaH TYFWINII €KH SIKUH KapUHJIONLIAPAa XPOMOCOM MATOJIOTHSIIAP MaBXKYIJIUTH
dbakTH) HU YpraHuil HaTIKaJapura kypa xaBd omwmwim cudaTuaa yHH OOIIKa
WHBa3uB OYyIMaraH TtectTiap OwiaH OWpIAIITHPUIN Ba 3apypar TyFUJITaHJIA
TalIXUCHU IUTOTCHETHK TaXJWJI OPKAIM TEKIIUPHUII 3apypJIuTd aHUKJIAHAH, Oy
aca, y¥3 HaBOartuma, YTkazwia€TraH MpeHaTadl CKPUHUHTHUHT CE3YBUAHJIUTH Ba
crenuUKIUTUHA OIIUPATTH.

Orupinaimrad anaMHe3 MaBxkya 4 Hadap xomunagopaan 1 nHadapu (25%) na
xaB( oMunu cudaruma aHEYIUIOWIUs TACAWKIAHIW. TEeKIMPUIIIaH YTKa3uiIraH
Kojqran 3 Hadap (75%) xomwiaaopia XOMUJIAHUHT XPOMOCOM aHOMAJHUSICU
MCTUCHO ATUIIU (3-pacm).
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Xaed

TypyXHnari
AaMI
XoMImTagopIap
4
| , \ |
| | + 2 pa YHIaH
H3onmprananran :;LLE? ST gi);mmi S
xaB( ovmmmn (2) 5
HPIETOI (1) OIPHKIIIOT
J (ém+ YT) (1)
AHoMan AHoMan AHoMan
KapuoTmit (0) KapuoTmit (0) KapuoTm (1)
| | |

3-pacm. Upcuii xaBd OMWIMHM YPraHUNIAH OJJMHTAH HATHKAJIAP TAXJIMJIN.

Upcuit omun Oyiinua wuzonsaumsuianrad xaBg Oynran 2 nadap (50%)
XOMMJIAJIOpJia XOMUJIAHUHT TATOJIOTUSICU3 KAPUOTUIH KA >Tuiau. Yoy xaBd
OMWJIMHM XHCOOra OJIMIIHUHT CHEHU(PUKIUTH Ba CE3YBUAHJIUTHMHHU OIIMPHUII
MakcaJuja OFUpJIallilaH aHamHe3 OynraH xomuiazopnaa (1 Hadap Xxomuiiauop,
25%) Ourra Kymwmmya xaB} oMuiau (3apAo0 OKCHIM JAapaKaCUHUHI Y3TapHIlIN)
MaBxyj OyJranaa XoMuiia KapUOTUITN YPraHWIIU. XPOMOCOM MATOJIOTHS UCTUCHO
STUIIJIN.

2 Ba yHAaH OpTUK xaB( omMuian (€mra OOFIMK XaBd, YIbTPATOBYIILIN
Mapkepiap) Maxyn Oynran 1 Hadap xomunagopaa (25%) xomwmmana 14-xydt
XPOMOCOMAHHMHT Y3yH €JIka MHKPOIYIUIMKAIUACH aHHWKIaHau, Oy cudatiu
XpoMocoMa OY3WIHIK XucobOsaHaau. Yoy oMui, Hry0xacus, MyXUM axaMUsT
KacO sTaau Ba OyHAall Xonariapja XOMUJIAHWHT TE€HETHK MaTOJOTHsap OWiaH
TYFAIUII XaB(PU Kyna rokopu Oymann. TaakuKOT HaTWKajdapy IIYHU KYpCaTIuKH,
ym0y 60ockuu XxaB( rypyxuga XOMUiIaaopiiap JOUPACUHU TOPAUTHUPHUII Ba TEXHUK
KUXATIaH KUAMH MyoJakajlap COHWHA KaMaUTUPHII UMKOHUHHA Oepaji.

Tyrpykkaua Oynran OOCKM4Y/a XPOMOCOM TMATOJIOTHSUIAPHU aHUKJIAIITra
HUcOaTaH yJbTPATOBYI CKPUHUHT CaMapaJOpJIMTMHUA aHUKJIAll y4yyH Hadaxar
y3oJiusIanral Oenru, Oanku Ooiika XaBd omMuuiapu Ba (eTaa ropMoHIap
JapaXaCUHUHT MEbEPUIM KYpcaTKUWiapJaH OFMUIIM OwilaH OWpUKUIIUTA KYpa
QXpaTUITaH dXoMapKepiiap OujaH XOMWIAIOp aémiap TYPYXd TaXJIuil KWJIHH]IU.
YTT xynocanapujga TaBcU(IIAHTaH XpOMOCOM AaHOMAIMSUIAPHUHT B3HT  KYTI
YYpOBYH dXOMapkepiapu cudatuga KyHugaruwiap KypcaTwigu: €Ka OYIUIuFu
KUTMHIUTHHUHT Katrajgammmuy (Oyitma Oypmacu kenrnuru (bBK), OyiimHHMHAT
KuCTaM Turpomacu) — 16 Hadap (45,72%); Oypyn cysru (BC)aunr rumo-
/ammazusacu (xomwiaaa cujutukianran npodun) — 11 nHadap (31,43%); ropakaa
runepaxoreH gokyc — 6 Hadap (17,14%); rumepaxoreH wuyak, X/a cCyBiapra
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KUPUTWINAIIN (KYTI CYBIMJIMK, KaM CYBIWJIMK), TUaneHTanus (0adamoH OyiHuUTa
HucOaTaH UYIAOLMIHUHT MAacTAa, YeTAa, TYJIUK xkoinamrysu) — 4 (11,43%).

WMuBa3uB MyoJaxanapJaH KEeWHH UUTOTEHETUK Tekmupunuiapaa 11 Ta
xouatna (31,43%) xoMu1aia XpoMOCOM MaTojoTus aHukIanau. Xomuia ¥YTTcu 9
nadap (81,82%) xomunana — éka 6yuumry Kamuaaurd (EBK)HUHT kaTTanammimmg
(6yiinH OypMacu KEHIVIUTH, OVHWHHMHT KUCTIM TUTpoMacu); 6 Ta XoJaria
(54,55%) — BCHuHr runo-/amimasusicu (XoMuiaaa cuIukKianrad npodun);18,18%
Xo0JlaTAa — X/a CyB XYCYCHATIApW Ba MUKAOpPHAArud y3rapunuiap (KYTCYBIWIHUK,
kam cyBIwiIdK); 18,18% Xxonataa — BeHTpUKyJIoMeranus (TaCAUKJIAHTaH XojaTiap
COHHJIaH KeJIMO YMKKaH X0J/1a) Kabu sxomapkepiiap OuiaH Oupraaukia Ky3aThiau
(1->xanBan).

1-xkanBana

XpoMocoM aHOMAJTHSA TAIIXUCIAHTAH XOMWIA0PJIapAa 3XTHMOJINH
IXOMAPKEPJIAPHH YPraHulll HATHKAJIAPH TAXJIWIH, Yo

)

P
1

XoMmtaHuHT XAcHu

~

=7)
=1)
1)
1)

(n
(n
(n
(n

JlayH cuHapoMu
Knaiindenpre
13-y THUHT
MHKPO-

Y TUTAKAIUASICH
14-xypTHUHT
MHUKPO-

Y TUTAKAIASICH

CUHIpOMH (N

YT mapkepu

XpOMOCOMaHUHT 9-

| Pxy®dTH TpHCOMUSICH

+
_|_
_|_
+

1 | EBKaunr KaTTaJalluIIu
(bBK, xommmra OyiHHIA
KUCTAJIA TUTPOMA)

2 | bypyn Cyaird  THIIO- + + + + +
/amiasusacu (xomunama

CHJUTMKJIAHTaH TIPOhIII)

Kyn cyBnunmk _

BenTtpukynomeranus

+ 4|+
|
|
|

XoMujIa HCTHCKOCH (aCITUT)

[nenoskrazus — — — + —

Xopuoun YUPMAIITHII — — + — _
KHCTacu

KoH oKuMHHUHT Oy3uIUIIIN — _ — — +

O |0 I[N DN |k~ W

Kamu sxomapkepuap 4 5 2 3 4

Exa OVIUIMFM KaIMHIMIMHUHT KaTTajamumu (OYiiMH GypMach KeHIJIUTH,
OYMUMHHUHT KUCTAJIM TUTPOMACH) M3OJISIMsIaHraH Oenru cudartuga 5 Hadap
(31,25%) xomumnana Kai >tuiad. 3 ta xonaraa (60%) xpoMmocoMalin aHOMaIHS —
JlayH cuHIpOMM aHUKJIaHAW. YOy sxomapkepHHUHT Oomika YT mapkepnap Ounan
oupukumu 11 Hadap (68,75%) xomunaga Ky3aTWIAu Ba yiaapiaaH 6 Hadapuia
(54,55%) xpomocoM matosiorusi aHukjanau. Jayn cunapomiu 3 Hadap (50%)
XOMIIIaa OYPYH CYSKJIAPUHUHT KaJlTaJIAMIUIIN, THIPOTOPAKC, XOMUJIA UCTUCKOCH
Kaiin stwinu. Knatadensrep curapomu 6ynran 1 ta (16,67%) xonataa OypyH
CYSIKJITAPUHUHT KaJITAJANIUIIN, BEHTPUKYJIOMETANIMS Ba acIUT Ky3aTuian. 1 Hadap
(16,67%) xommnana 13 Ba 14-xxydT xpoMocoma y3yH eJKa KUCMuJa OypyH CysTH

16



TUTIOTUIA3USICH, CWJUIMKJIAHTaH Mpodui, KYyN CYBIWJIMK Ba KOH OKWMHUHHHT
Oy3unuiu (caJOuii BEHO3 TOMHP — MATOJOTHK A TYIKWH) OujiaH OWpPHKKaH
MUKPOIYTUTMKAIAS aHUKJIAH/IH.

Iynnait kunu6, EBKHMHr kaTTamamumy OGoOIIKa sXomapKepiap OuiaH
Oupramukga TEHETHK TMaTOJIOTUSHUHT TMPOTHOCTUK JKUXATAaH aXaMHUATIH
yIBTPATOBYIII MapKepPH XUCOOTaHA Y.

11 nadap (31,43%) xomunana OypyH CySKIAPUHUHT KaJTaJAUIUIIN Kan

srunau. 6 Ta xomatga (54,5%) Oomka »xomapkepiap OwiaH OMPUKHILN
Ky3aTHIIH.
2 nabdap (33,3%) xommmana Jlayn cunapomu, 1 Hadap (16,7%) xommuana
Knaitndensrep cunmpomu Ba 2 Hadap xommmaga (33,3%) 13 Ba 14-xydt
XpOMOCOMaJIap Y3yH €Jika KUCMHUAAa MUKPOIYTUTMKAIUSIIN y4acTKa aHWUKJIAH]IH.
Xomunaaa 9-xydt xpomocoma Tpucommsicu 6ynran 1 xomataa (16,7%) OypyH
CySTM THUIOIUIA3USCH TOMHD TyTalIMaJllapd KHCTacH KOMOWHAIWsICH OwujiaH
Oupraavkaa Keuau.

Kon okumunHuHr Oy3unumu 2 xonatga (5,7%) ky3atwigd Ba Oomika
sxomapkepiap Ounan Oupramukaa keuau. | Hadap (50%) xomunana 14-xydt
XpoMocoMa y3yH KHUCMH MUKPOIYIUTMKALMACH aHUKJIAHAW. 2 Ta XoJjaTnaa
XOMMJIaJIa KOH OKUMUHUHT OY3WIJIMIINA TeHETUK TaTOJOTUS UCTUCHO ATHIIIN.

Bbpaxunedanus nzonsuusananrad sxooenru cudaruna 1 ta (2,9%) xonarna
yapaau. XOMUIaJaopaa XpoOMOCOMANHU MaTOJOTHUSHUHT OMOKUMEBUIM MapKepiiapu
Ba OKopu €m XaBhu MaBxyd. LluToreHeTMk TeKIMMpUIIapa aHEYTUIOUIUS
HCTUCHO STUJI/IN.

Xopuoun Tyrammanap kucramapu 2 Hadap (5,7%) xomunama ydpamu. 1
Hadap (50%) xommnana OypyH Cysird TUIOIUIA3USICH OujiaH KoMOUHaIusicu — 14-
KYPT XpPOMOCOMAHUHT y3yH KUCMHJIa MUKPOTYTUIUKAIUS aHUKJIaH 1. BYHUHHUHT
KHCTAJIA TUTPOMAcH OWIaH KOMOWHANMSICH OYJITraH MKKMHYHA XOMHJIATa TEHETHUK
NaTOJIOTUSI UICTUCHO STUJIIH.

XoMmuja BEeHTPUKYJIOMETaIusICcH 0Kopu XxaB(d rypyxuaaru 3 "Hadap (8,6%)
XOMIJIATIOp/ia aHUKJIAHIU. BEHTPUKYJIOMeTanusuu oupuaun xomuiama (33,3%)
M30JSILMSJIaHTaH  sroHa Oenrn  cudatuaa JayH CHHIPOMH —TaIIXMCIAH[IH.
Knaitnpensrep  cumapomu  Oynaran  ukkuHun — xommuaga  (33,3%)
BEHTPUKYJIOMETanusi OVWWHHUHT KHCTall TUTPOMacu Ba OYpyH CYSTHHUHT
KaJTaJaluinyd OuiiaH KOMOWHAIMsIaHTaH Xoijaa Keuan. byHmaH kenmuO YuKKaH
XOJ/Ia aWTHUIl MYMKWHKH, XOMHUJIQHWHT BEHTPHUKYJIOMETAIMSICH aHUKJIAHTaH
XOMUJIAIOPJIAPHA XaM HM30JSIUsUIaHTal Oenru OuiiaH, XxaM OOIIKa 3XoMapKepap
OwraH OWpPUKKAH XO0JIIa XPOMOCOM Iarojiorusuiap Oyiimya XaBd Trypyxura
KUPUTHIII 3apyp.

Muoxkapana runepaxoredn gokyc 6 Hadap (17,1%) xomunana aHUKIAH]IU.
burra xomatma (16,7%) — wm3omsamusiaanran Oenru, 5 ta xomarma (83,3%) —
TUTIEPIXOTEH WYaK, MHUEIOIKTa3Msl, XOMWIa aTpou CyBU KUPHUTHWIWIIN OWIaH
Ooupukau. TaAKMKOT HaTWXajlapura kypa Oupopra xam XoJlaTAa XpOMOCOMAalU
aHOMaJIUSI  aHWKJIaHMaau. buHOOapWH, MHOKapaga THIEPIXOTeH  (okyc,
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TaIKUKOT/IaH OJIMHTAaH MabIyMOTIapra Kypa aHeyIuioAusara HucOaTan TuarHOCTHK
axamusTra sra Oyiamaam.

['unepsxoren wnuak 4 Ta xonatna (11,4%) xomwmna artpodu cyBH
KUPUTUIIMIIN, THEJI03KTa3Msl, MUOKap/Jia TUIepIXoreH (oKyc KOMOMHAIUACH
OwsiaH Oupra Keujau, KapuoTHIl AHOMAJTUSl aHUKJIAHMA/TH.

Hopwman xapuotumnu 1 nadap (2,9%) xomumiana oMmdaionene aHUKIAHIH.
Actut 2 xonataa (5,7%) OYMMHHUHT KHUCTald TUTPOMACH, XOMUJA HUCTUCKOCH,
OypyH CySTH THUIOIUIA3UACH, BEHTPUKYJIOMEranus OmiaH OUpraaukaa Ky3aTHIIIu.
Xap WKKaja XoJaraa XxaM KapuoTHIT aHOMAJTUSCH Talixuciaanau. Mkku TomoHaama
nuenodktazus 3 Hadap (8,5%) xomwiama €ka OYNUIMFY  KaTWHJIUTHHUHT
KaTTaJAIIUIIN, XOMUIAa/la CHIUTHKIAHTaH Tpodui OuinaH KOMOWHAIUSAIA yIpaIu.
burra xonarna (33,3%) 13-xydT xpoMocomMa MUKPOIYTUTUKAIMSACH TACTUKIIAHIH.
Konran xonatiapja muenodKTa3usSHUHT MHOKapJjaa TUIEepiIXoreH (Gokyc Ouiad
OMPUKUIIH/IA TCHETUK MTAaTOJIOTHS aHUKJIAHMATH.

Xomuna artpodu cyBUHUHr aHoMman Mukaopu 4 Hadap (11,4%)
XxoMuiagopaa €xka OVIUIMFMHUHT  KAJNWMHJIUTH — KaTTaJalluiid, XOMUJaaa
OYWHMHHUHT KHUCTaU rUrpomaci, OypyH Cysiru TUIOIUIA3HSICH,
BEHTPUKYJIOMErajiusi, KOH OKMMUHUHI Oy3WIuIM OWiaH OWpHUKKaH XO0JJa Ba
dakaT Kym CyBIWJIMK KYpUHHUIIUAA Kaa stuinau. 2 xonataa (50%) xomwuia
kapuotunu anoMmanuscu (Knaitadensrep cunapomu Ba 14-xxypT Xxpomocoma y3yH
elKa KUCMHU MHUKpOAyIuaKarusicn) tamxuciangu. Ilysgait kwm0, kym
CYBIMJIMKHUHT JUArHOCTUK AaXaMHUSITH XPOMOCOM TATOJOTUSHHUHT  OOIIKa
Mapkepiapu OuinaH OupukkaHaa ycub 6opamm.

1-xafBana KelNTUPHITaH MabayMoTiapra kypa EBKHUHT KaTTanamumu 5
Ta HO30JIOTHsIIaH 4 Tacuja ydpaau. bypyH CySArMHUHT TUIO-/aruiasuscu Oapua
HO30JIOTHsIIapaa Ky3aTwiad. by ymly sxomMapKepHHHT XPOMOCOM IaTOJIOTHsTa
HUcOaTaH XyJa KaTTa axaMusATra Srajluru/iaH ganxoiar Oepaim.

Typau xpomocom anomanusinapra Hucoatad Y TT yCynTuHUHT ce3yBUaHIIUTH
- 90,91%, cneuuduknuru — 54,17%, canbuii TpOrHOCTUK axaMusITH — 92,86%,
MKOOMI TPOTHOCTUK axamusitu — 47,62%, yCyJHHHT JMArHOCTUK AHUKJIUTH —
65,72% Hu TaIlIKWI STAU.

[lynnait kumu6, YT Ba BK ckpuHUHT ycyhnapuja aHUKJIaHTaH aéiapna
MaBXyJ XaB( OMWUIapU WHBA3UB MpPEHATajd JAMarHoCTUKara KypcaTmaiap
MAK/UTAHWINNAA MYXUM axaMuaT KacO dTajau, NIYHUHT YYyH TIpeHartal
KApUOTHUIUIAIIHNA YTKA3UI TYFPUCHUIATH MacalaHW XaJl dTUIIAA YJIApHUHT Xed
OMpUHU 3BTUOOPAAH YeTHa KOJAUPUO OynMaian. SIHa nryHu Kaij STUII KOU3KH,
€Ka OYIUIMFU KaJIMHIUTHHUHT KaTTaJlalIuIIg, OypyH CysTd TUIO-/arja3uscu KaOu
HXTUMOJIUN dXOMapKep aHWKJIAHTaH7a WHBA3WB MPEHATA TUArHOCTUKAHU amajra
OLIMPHII Kepak Oynamy. YTKasuiIraH TaxTHILUIApIaH KYPUII MyMKHHKH, IOKOPHIA
KypcaTWJITaH 3XOMapkep Xap OWp MHMTOTCHETHUK TaCAWKJIAHTaH XPOMOCOMAIH
MaTOJIOTHSAA YIPAJIH.

3apno0 okcwulapu Japaxkacu Tekmupuiaranga 35 Hadap KYpukIaH
yTkazunaér xomuiagopiapaaH daxkar 23 Hadap (65,7%)uga OMOKUMEBUI
Mapkepiap KYpCaTKUWIAPUHUHT CHEIU(UK OFMILIApH Ky3aTWIAU. 6 XoJjaTaa
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(26,1%) uMTOreHEeTUK TEKIIMPHUIILIApAa XOMHJIaJla XPOMOCOMAaIM MaTOJIOTHUS
anuknanau. Konran 17 xonataa (73,9%) XOMUJIaHUHT XPOMOCOM >KaMJIaHMacH —
SYIUIOU aHUKJIAHIU. 3apAo0 OKCUIIM JapakaCHHUHI MEbEpPUN KypcaTKhuiapu
oynran, Oupok Oomika xaBg omuiuiapu MaBxyn 12 vadap (34,3%) xomuiaaopian
5 nadapu (41,7%) na XOMUJIAHUHT T€HETHK MATOJOTUsCH Tamxucinanau. Konran 7
xonmataa (58,3%) xomuia KapuOTHUNU marojorusicu3 Oynau  (4-pacwm).
M3onsuusananrad  OunokuMEBuii XxaBd omuiau  Maexkya 9 nHadap (39,1%)
XOMHJIAJIOP/Ia XPOMOCOMAJTH TTATOJIOTHSI HCTUCHO STHIIJIN.

26,1

\_73,9

= coxTa canbuint BK cKpuHUWHT = coxTa MKo6umin BK CKpUHMHT

= XaKMKWit can6uii BK cKpuHMHT = XaKMKWIA nKo6uiA BK CKpUHMHT

4-pacm. 3apa00 OKCHIIH JapPaKacu OFUIINAA XPOMOCOMAJIN AHOMAJIUSIJIAPHUHT
yupail 4acToTacH.

Xomunaga JlayH cuHIpomu OYITaH XOMUJIAIOPIAPHUHT OUOKUMEBUI
CKPUHUHTHY HATWXKAJIApU YPraHWIIu.

28,57

\_71,43

= layH cMHgpomu Byilnua nxKobuia

= layH cuHgpomu Byilmua canbwia

5-pacm. Xomuanana /layH cuHAPOMH 0YJIraH XOMUJIAOPJIAPHUHT OHOKMMEBHIT
CKPUHMHIH/JIAH OJTMHTaH HATHIKAJIAP.

7 xonatma (63,6%) Hayn cungpomu, 5 Hadapuga (71,43%) 3apmob
OKCWIJIapH JapaXaCHHUHT CHelu(PUK OFUIIM axXxamMusaTiau Oymau. 2 Hadap
xomuiana (28,57%) OMOKMMEBHII CKPUHMHI KYpCATKUWIApU Y3rapullLIapcu3
oynau (5-pacm).
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Xomunagopnap KoH 3apaoowauHr UDT ycynu ce3yBYaHIMTH XPOMOCOM
anomanusa (XA)ra uucbaran — 54,55%, cneuudukiuru — 29,17%, wxoOui
IPOTHOCTUK axamusaT — 26,09%, canbuii nporHocTuk axamusaT — 58,33%,
YCYJIHUHT TUArHOCTUK aHUKJIUTH — 37,14% HUM Talukui 3TAu.

yngaii  xkuaub, OWOKMMEBMM CKpUHMHI  HaTWKajlapu  XoMUJaaa
XpPOMOCOMAJIM aHOMajusiap Oyindya IOKOpW XaBd TYPYXUHM IIAKUIAHTHPHIIIA
MyXUM  aXaMmusT KacO 9Taau, [IYHUHTJEK, OWOKUMEBUM  CKPUHHUHT
HATWKAJTAPUHUHT FOKOOMM TMPOTHOCTUK aXaMUsTH TMacT XucoOjaHaaw, Oy
KEJITyCHJ1a KOMIUIEKC TaJKHKOTJIap OO OOPWIHMIIIMHA Tajaad dTaju.

AHWKJIaHTaH XaB( OMWUIAPH, YyJAPHUHT KOMOMWHAIMSACH Ba TpeHaTal
KapUOTHUIUIAIITa KypcaTMa OujaH ¥3apo ajJoKacu TaXJIuil KUJTHH/IH.

2-KaaBaJl
IIpenaraj KapuOTHILIALI KypcaTMacura 00¥JINK X0/1/1a aHUKJIAHTaAH
XpOMOCOMaJIM aHOMaJsusi1ap conu (n=35), %

Kypcarma Xomnatiap COHU XpomocoMaiy aHOMaJIHs
N % n %

Emuvar 35 ém  Ba 2 5,71 - —
YHJIaH KaTTaJUru
Onguarn  Oonanapnaru 2 5,71 — —
XA
Ora-onanap — — — —
TPAHCIOKAIUSICH
Oxorpadus 4 11,43 3 27,3
MabJIyMOTIapU
KonHuHr 3ap100 1 2,86 - -
MapKepJiapyu OFUIIN
Kypcarmanapauur 26 74,29 8 72,7
OMPHUKUIIN
Oxnoueru — — — —
MyOJIaKaJlapHUHT
MyBadhakusATCU3IUTH
Kamu 35 100 11 100

AHUKTaHTaH XaB( OMWUIAPUHUHT OWPHUKUIIM WHBAa3UB IpEHATaj
JUArHOCTUKAHU YTKa3WIlra 3HT Kyn KypcatMma O0ynub xucoOimaHau — 26 Ta xonar
(74,29%). TagxkuKOTHM amaira OIIMpUII KapaCHHAa MpeHaTad KapUOTHUILIALI
omnan 11 xomatma (31,4%) XOMWJIAQHUHT XPOMOCOMAJIM  aHOMAJIHSICU
Tamxuciaanay. 29 xonarnaa (68,6%) — reHeTUK MaTOJIOTUs UCTUCHO STUJI/IH.

bupukkan kypcarmaiap OViaran XoMwWiIaaopiap Trypyxujaa 8§ XoJatiaa
(72,7%) aHuKIaHTaH aHOMAIMSUTAPHUHT aKCapHUsITU XUCOOJIAaHTaH XPOMOCOMAJIU
MaToJIOTHsl Tallxucianaud. Ynapaad: 1 xomar (12,5%) xoMuinagopiaukHuHT |
TPUMECTPHIA XOPUOH TYKJIAPUHUHT TPAHCAOJOMUHAN aCIHUpAlUSICH OpKanmu, 4
xonat (50%) — KUHIWK KOHWUHU TEKIMpHUIN opkamu Ba 3 xomat (37,5%) —
AaMHUOTHK CYIOKJIWK TaxJiuiu acocupa Oenrwiannu. 3 xonatma (27,3%)
XPOMOCOM TATOJIOTHUSHUHT YJIBTPATOBYIILIA MapKepiapu Kypcatma Oyiubd xu3mar
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Kian. XoMuwiaaopaukHudr II Tpumectpuaa Tekmmpuuriap XOMUJIAHUHT KUHIUK
KOHU OVinYa YTKa3uIau.

MHBa3uB nmpeHaTan AuarHocTukara kypcarma 0yiau6 xucoOjaHraH OupUKKaH
xaBp OMWUIApU TaxJWIM IIYHH KYpCcaTAWKU, »dXxorpadus MabaymoTiiapu
KOMOMHAIMACH Ba 3apJ100 MapKepJiapy Y3rapullljiapy MPOTHOCTHK JKUXATIIaH JHT
HOKyJal OYynmuO wukaun Ba S5 xomataa (62,5%) anuknanau. Kosran xaBg
OMUJUTAPUHUHT SHT AXTUMOJMN KoMOMHanuscuaa | TajgaH XoJjaT TalIXUCJIaHId
(12,5%) (3-:xanBaun).

3-:xaaBaJ
IIpenaTajg KapuOTHILIAII KypcaTMACH OMPUKHIIUTA OOFJINK X012 X AHUHT
aHUKJAHHUIO YyacToTacu, %

Kypcarma XA mukaopu (n=8) %
Dxorpadusi MabIyMOTIIapH + 3ap100 5 62,5
MapKepIapy AApaKaCHHHUHT Y3rapHIIn
Oxorpadusi MabJIyMOTIapH + &Ml 1 12,5
Oxorpadus MabIyMoTIapH + €m + 1 12,5
3ap100 MapKepiapy JapakaCHHUHT

y3rapuum
Em + 3apn06 mapkepnapu - -
JApAKaCUHUHT Y3rapuIly
3apA00 MapKepiapu AapakaCUHUHT — —
y3rapuinu + onuHry 6onanapaaru XA
Oxorpadus MabJIiymMoTIapu + &t + 1 12,5
onauHry 6onanapaaru XA

Mlynmait Kuaub, Tax) il HaTHXKadapyu XOMIUTAIOPIUKHUHAT | TpumecTpuma
xaM, Il Tpumectpuma xam Oapua xaB] OMIIIApUHU XUCOOTa OJIraH XoJijIa
KOMOMHAIMsJIAHTaH CKPUHUHTHUHT VTKA3WJIUIIKM 3apypidrd  Xamjaa MYyXuM
axaMMSITra STaJJUrMHA KYPCaTMOK/IA.

AMayira OIMPWITAaH MaHUMYJSUMSUIAPHUHT YMYMUWA COHUTa HHUcOaTaH
AQHUKJIAHTaH/MCTUCHO OTWITaH TEeHETHK TMaTOJIOTHSl TYFPUCUAATH MUKIOPUN
MabJIyMOTJIap OWJIaH MHBA3UB MPEHATANl JUATHOCTHKA YCYUTAPUHU TaXJIUI KUJIHIII
HaTHXajgapu 6-pacMjia KeJITUPUIITaH.

I E— I R
X OpHOH TYRJIAPH '
SHOIICHACH KOP‘[ET;;HT N
(6)
YTH/IT AH T ACTIKIaHT aH YTIUIT AH

AT I0T HA

{ T acTHKIaHT a0
{6
T

IIATOJI0THA (1)

1 T rF I

IIATOJI0OTHA J IATOI0rHA (7)

{5
=7

6-paCM. HNuBa3uB npeHarajJ IMarHoCTUKa yCyJUJIaH OJUHI'aH HAaTHKAJIap TaxJIuJ/Iu.
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21 vadap (52,5%) xoMunagopaa aMHUOIICHTE3 YTKA3WIIU Ba Oy YTKa3uUITaH
MYOJa)KaJIApHUHT KaTTa KUCMUHM TAIIKWII ATa/IH.

AMHHMOTHK CYIOKJIMKHU XPOMOCOM MHKPOMATPULIATU TaxXJIWJI YCYyIu OuiaH
[IUTOT€HETUK TEKIIUPUIITHUHT ad3aIITUKIapH XpoMocomalapaa
MUKpPOAYTUTMKAIIMOH Ba MMKPOJEIEIMOH Y3rapuillJlapHi TalIXycal OuiaH
OenruiaaHaau.

2 xonatna (18,2%) xpoMocoM MUKpOMATpULIAJIA Taxivil ycyiauaa 13 Ba 14-
KypT Xpomocomanap y3yH elKa KUCMU MHUKPOMYTUTMKAIMSICH TalIXWCIaHau. |
xonmataa (9,1%) Jayn cungpomm tamxucinanau. Konran 18 nHadap (85,7%)
XOMHJIAJIOP/Ia XOMUJIAHUHT XPOMOCOMAJIH MAaTOJIOTHUACH UCTUCHO ITHIIIH.

TaakukoT HaTHXalapura MyBO(MUK aMHHOIIEHTE3 — XOMWIAAOPIUKHUHT I
TPUMECTpHIa OMOJIOTUK MaTepUaIHU WUFUITHUHT SHT XaB(CH3, KaM >KapoXatiH,
OakapuiIuIl BakTH OYVinYa Te3 Ba TEXHUK >KMXATIaH KyJiail yCyJ XHUCOOJIaHUIIU
Kenno YuKaau.

XpomocoMalnu KacaJulMKiIapra HucoaTaH XpoMOCOM MaTPUIIAINA TaX TMITHUHT
ce3yBYaHIUTH — 66,67%, cienudukiauru — 100%, canduii mpOrHOCTUK aXaMUSTH —
94,4%, wxobuit mporuoctuk axamusitu — 100%, yCyJHHMHT TUAarHOCTUK aHUKJIUTU
— 95% HU TaIIKUI dTagH.

bunoOapuH, XpoMOcoM MAaTpulLaIM TaxXJuil OpKAJIM XOMHIa arpoduiaru
CyBHM  TEKIIMpHUII  YCYJIUHM  aHeyIoausra  Hucbatan  jabopatop
TEKIIUPUIIUTAPHUHT YCTYBOP yCyJUIapuaaH Oupu 6Yar0 XHUCOOIaHUIIIHN KepakK.

MHBa3uB MyoJsiakajiap yTKasWiIraHUAaH KeMUH XOMWIAIOPJIMK HAaTHKAJIapU
yprauunau. 28 xonataa (70%) — XOMUIaZOPIUK COFJIOM XOMUJIAHUHT TYFUJIMILIA
Owran sxyHimanaud. 9 xomarma (22,5%) — XOMWIAIOPIUK IUTOTEHETUK TaXJIHII
HaTWXKaJdapyu Ba TEHETHUK XYyJIOCAaCH OJIMHTAHJIaH KEeWWH TYXTaTWIIU. 2 XojaTnaa
(5%) xpomMocOoM  TATOJIOTHSJIApU  TAIIXMCJIaHTaHJIa  XOMMJIQJAOPJIUKHUHT
TYXTaTWIWIIN paja STWIAM Ba XOMHWJIAa TCHETHK aHOMajaus OWiIaH TYFUJIIH.
JlaGopatop TaxJIMJIHUHT cajaOuil HaTWXanapu MaBxkyna Oynran 1 xomatma (2,5%)
xomuia Jlayn cuaapomu Ouiian TyFuiiau (4->xaaBan).

4-manBaJ
NuBa3uB MyoJiazkajlapAaH KeHMHIH XOMIWIAI0PJIMK HATHXKAJIAapH, %o

Harmwxanap WNuBazusnap conn (n=40) %
CornoM XOMUJIAJIU TYFPYKJIIap 28 70
Tub0uit KypcaTrMamiap oyiingya 9 22,5
XOMMJIQIOPIUKHUHT TYXTATUIHIIN
WNuBasuB myomaxkangan keiuH 3 xadraman 0 0
Oomutad mepuHaTaI HYKOTHIILIAP
WNHBa3zuB wmyonaxkaman kehWnH 2-xadrta 0 0
JTaBOMUia TIepUHATAN HYKOTUIILTIAD
l'enetuk mnaTojorust MaBxyn OynraHu 2 5,0
X0JIJ1a XOMMJIAIOPIUK TYXTaTHIHIIHHAHT
pan oSTwimmy  (IpeHata;  TalIXHCJamI
yCynuaa TacAUKJIaHTaH)
UctucHo »stmiran mabopaTop TaxJuiza 1 2,5
TeHEeTHK KacaJUITMKJIap OWJIaH TyFpyKJap
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NuBa3uB nmnpeHatan JAMArHOCTHMKAHUHT  ce3yBuanauru —  90,91%,
cneuupukuru — 100%, canOuii TPOTrHOCTUK axaMuiIT — 96,67%, wxoOui
nporHoctuk axamusit — 100%, nuarHocTuk aHUKIMK — 97,5% HU TalIKkui STAU.

[lynnait kKunnb, KeMMHYAIUK [IUTON€HETUK TEKIIUpHUIIUIap OWjIaH MHBA3UB
JIMarHOCTUKA IOKOPHU XaB( TYpyXHUaaru XoMuiaaaop aémiapaa XoMuiaaara TeHETUK
MaTOJIOTUSUTAPHU aHUKJIAIIIa PEeHAaTa)l CKPUHUHT/IA SIKYHJIOBYHM Ba HUIIOHWIN YCYII
0ynn6 xucobiaHau.

buonornk matepuasiHu TpaHCAOJOMHHA WHUFUINAA WHBA3UB YCYJIAPHUHT
WHTpa- Ba oOlepanusgaH KEeWWHTW acopaTiapuHM KaMaWTUPHII MakKcaauaa
OMOJIOTUK MaTepUaTHU WHUFUIITHUHT CTaHAApT TexHUKacumaH Qorigamanumn (7-
pacM) Oopacumaru  amabué€rinap MaHOamapuaard  MabiIyMoTiIap  OWiIaH
TAKKOCJIAHTaH XOJIa YABTPATOBYII JaTUYMK YUyH OUOIICHS HAcaKaCHHU Ba MaxCyc
TYTKAY-XOJJIEp KYJUIalll caMapagopiiury ypraauwiau (8-pacm).

\ YneTpassykosoe
vucecnenosaque

N Mnauexra

Leitka maTku

Cheorian
frondasum

Fetus

Utarus

Karetep K\\

Y3-,D,aTl-IIdK\ Urna

Y i
f i
\

e ————

—
— —

7-pacM. broJ10rMK MYXUTHU HUFUIIHUHT CTAHAAPT TEXHUKACH.

XoMmiIaia OHWOJIOTHK MaTepUalHU WUFUITHUHT TaKOMUJUIAIITUPHUITaH
TEeXHUKACH KYJUIAHWIMIIM HaTH)Xacujla HWHTpa- Ba OINEpalUsaH KEUHHTH
acopatriap Kaijg stunMmanu. buHoOapuH, ymlOy TeXHHKA MEepUHATaT CKPUHHHTIA
9HT XaB(CU3 Ba aMauii TAKOMUJUTAIITUPWIITAH TEXHUKA XHUCOOTAHIIUAIIN KepPakK.
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8-pacM. bHo10rUK MYXUTHY HUFUITHAHT TAKOMIWIJIAIITHPWITAH TEXHUKACH.

Yy TeXHUKAHUHT Y3ura XOCJIUTH IIyHAAKWU, YJIbTPATOBYILIM JIaTUYUKKA
O0ofnab KyWmiIyBuUM OMOINCHS HacaJkacuaa 2 Ta WIOBa HyKTacu OYJraH Maxcyc
WTHA HOBJACH MaBXKyJ OVIu0, UTHAHWHT OUP TOMOHTA MYHAITUPUIITAH IOPUIITUHU
aMajra omupagd. YmoOy TeXHHKa XOMUJIa KHHAWTHWra SKWUH KoMlalmiraHjaa
WUTHAHUHT KYPUIIl MaWTOHUAAH YUKUO KeTUIITUTA MY KyliMaraH XoJijja urHa Ouian
VTKa3mwnaétran MaHEBpJapHU Ha30paT KWW UMKOHWHU Oepamu. IlyHuWHTIEK,
IOKOpUAa KypcaTWiraH yCyJl UIHa 3XOT€H YYUMHUHT JIOWMHI BU3yaJu3alUsCH,
BU3yall MaH3apa WYKOTWIraH BaKTAa XOMWJIA, WYJIOII Ba KUHIWUKHUHT
KAPOXATIAHUIIMAH KOYUIl HMMKOHWUHU Oepamu. KoH onwm y4dyyH TeEHIMIn
peKaNMAMTUPWITAaH KUHIUK MYaKdacuaard Oyl XaIKaHUHT KYpUHAIUTaH MailoHA
CWJDKUTaHAA YJIBTPATOBYILIM JAaTYMKHUHT Mapajiie] HUIIA0IuKIap OuilaH Ba
OyHIa OWp BaKTHUHI Y3uJa WTHAHUHT DXOTeH YTKUPJIUTHMHU Ha30paT KWJIraH
X0JIJ1a BU3yaIN3alUsHUA TUKJIAIl UMKOHUSITH MaBXY/I.

WUrnanuHr caHuuil y4yH Tyrpuianrad Oypuaru 30-45° ra Tenr, Oy arap
yABTPATOBYIl MOHUTOPH MACTKM KyTOM MapKa3ujia XOMWIAHWUHT KUHIUTHIATH
OPKUH XAJKAHUHT KYpUHAIWTaH MalJIOHHU[Aa BU3yajdu3allUsJiaHTaHJa WrHAHU
CAHYUITHUHT UIIOHWIM HYKTAaCUHU aHUKJIAIIHUHT aKOMNO UMKOHUSTUHU TAKIUM
stanu. TaHimaHraH Oypyak XOMMJIA KHWHJWTWUTAa OWOIICHS WTHACHHU IOMIIOK Ba
xaB(cU3 KUPUTHUII UMKOHUHM O€pajid, OHA XyXaWpanapu, XoMuiaa arpopu CyBU
OwnaH apanamub KETUIIUIra TYCKWHJIMK KWJAQad XamJa HWHBEKIUsS YpHUJIAH
KOHHHUHT KYTI YUKMacIurura épjaam oepasu.

Maxcyc TyTKM4 Ba OMOIICHS HAcaJKaCMHM KYyJUlaraH XoJjja XOPHOH
TYKJIQPUHUHT TpaHCa0JOMHHAJ aCMHPAIMSICHHA YTKa3WII OHA Xy)Kalpamapura
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apayamm0 KeTMaraH XOJja 5JHI KaM acopamiap OwilaH MyOJaKaHH amajra
OILIUPUII UMKOHUHU Oepaju, UTHAHUHT OUpP TOMOHTra MYHAITUPWITaH IOPUIIN 3ca
AMHUOHHUHT TEIIWJIMIIM Ba XOMUJIAHUHT KAapPOXATIaHUIINIa TYCKUHIMK KUJITaH
XxoJiga OMOJOTMK MaTepuaiHU WHUFUIIAA XOPUOH KATJIaMUJa KOJMUIIHHUHI SITOHA
MMKOHHMHH TaKJAUM 3Ta]IH.

[lyHuHTACK, XOPUOH TYKJIAPUHU TPAHCUEPBUKAI HUFUIL YCyJIUra HuUcOaTa
TpaHCaOJIOMUHAJI YCYyJiJla WMFUII TEXHUKACU KYJIJIAHTaHJa XOPHUOH Xap KaHjai
XOJIaTAa >KOWamraHga XaM OHOJIOTMK MaTepPHAIHU acopaTch3 HUFHII WMKOHU
Ooynagn. Ymoly TexHukangaH ¢oimanaHuiIrania OMoJOTUK MaTtepuanHu cudar Ba
MUKJIOP KUXATHJIaH KEPAKIIM Ba €TAPJIH Japa)kaaa OJUI UMKOHUHUHT SPATUIIHIINA
MyXHM axamusTra sra, Oy MyoJiakaHd OWPHHYM YPUHUIINAEK amMajra ONIUpPHII
Xamjia TaKpopuil apajanryBliapHu Oaparapad >TWIl MMKOHWUHU Oepaad Ba NIy
OpKaJIn acopatiiap XaBOWHU CE3WIAPIM Japa)kaja KaMaTupaaud. XOMIIAHUHT
KapOXaTJIAHWIIY, KUHAUKHUHT TCIIWINIIA, WHBCKIUS YPHUIAH Y30K MYJJIaT
JaBOMHJIa KOH KenuO Typulld, KYIIHM Ba SKAH JKOMIalraHn ab3ojap
KapoxaTJIaHUIIKM KaOW acoparjiap XaBPUHU KaMaTHpaau, XOMUJIAHUHT TYIIHO
KOJIMIIM E€Ku Ynuim, Myojaxa MyBaddakusTcu3 OakapWIMIIUHUHT OJIIUHU
OJIaJIu.

Mynaail Kuanb, reCTAlUSHUHT 3pTa MyadaTiapuia KYpUKaaH YTKa3UIIHUHT
Oapua 6ockuunapu (yJIbTpaTOBYIUIM JUArHOCTHKA, OMOKUMEBHUI TaxXJInJl, HTHBAa3UB
yCyJd) HU Y3 HWYUTa OJITaH KOMIUIEKC TMpeHaTajd CKPUHUHT YTKA3WUJIHIINA
XOMMJIQJIOPIUKHUHT aCOCIAHUIIMAraH TYXTaTWIMIIIIAPH, ITYHUHTIEK, XOMIJIAHUHT
TyfMa Ba HMPCHM KacalUIMKIap OWjaH TYFWIMIUIAPU COHUHHM KUCKAPTUPHIILI
MMKOHMHH Oepaau Ba Oy, ¥3 HaBOaTuIa, MaMilakaT MOMYJSIUICH XaM/la TeHETHK
IOKJIaMacH/1a aKc 3TaJIH.

XVYJOCA

1. YapTpaToByll CKPpUHUHTHIA XPOMOCOMa KaCaJUIMKIAPHUHT SHT MYXHM
6amopar kmryBun omuiuiapuaan Oy BKK (11,25%), OypyH CySTHHUHT THIIO-
/amnazwusicu (9,27%), Xopuoua YUpMaIIvi Kuctacu - 7,75%, BEeHTPUKYJIOMET AN
Ba IOTK ynbTparoBym Oenrunapu - 6,23%; HIYHUHTACK, XOMHJIQJOPIUKHUHT |
tpumectpuna PAPP 3apno6 oxcununu (26,1%) Ba Il tpumerpuna OXT (60,9%)
Japa’kaCUHU y3rapullliapu.

Em xaBdu Gynaran xomunazop aémnap rypyxuzga 17% Xomnapaa XoMuiaza
TeHETHK KacaJUIUK aHUKJIAHTaH, €mra 00OTJMK XaBdh MaBxKyJ OyJIMaraH XOMIIIIOp
aémrapaa 3ca 38% XxoJutapJa TeHeTHK KacaJuIMKiaapu aHukiaHrad. LIlyHuHr yayH
xap Oup xomunanop aén, EmmaaH KaTbUi Ha3ap, YyKyp, TYJIUK OUpIAIITUPUIITaH
MpeHaTayl CKpUHUHTJAH YTHUII 3apyPUSTHHA U30XJIANIH.

2. VuBa3uB mpeHaTal CKPUHUHT HATWIKAJAPUHM TaXJIJ KWIHII acOCH]Ia
yIBTPATOBYII XaBd) OMWJUIApHAAH - OyWWH KaBaTH KaJWMHIUTHHUA Y3TapUIlIN
(81,82%), 6ypyH cysru runomiasusicu (54,55%) 10Kopu MabiIymMOTra 3rajluruHU
TacOUKIIaNIu.
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WMuBa3uB mnpeHatan MyoJla)kKaHH YyTKa3uIlla KypcaTMaJTapHUHT OUPUKUIIHN
(74%) oHr cesrup Ba crnenuduk OyauOd YMKAM. YIBTpPATOBYII Ba OMOKMMEBHUUN
OeJITMIapHUHT KOMOMHAIMSACH CKPUHUHTIA SHT MyXUM Xucobsanaau (62,5%).

AMHUOTHK CYBUJAH IIUTON€HETHK TAaJKUKOTIAap camapanopiauru 95% Hu
TAlIKWJI KWAJaJW Ba XOMMJIA KapUOTUNHAArd HadakarT MUKIOPHUM y3rapHILIapHH,
OaJIKM  CTPYKTypaBuUi Oy3WIMIIJIADHM XaM aHMKJIAllra WMKOH Oepaju.
CesyBuannuk 66,67%, cneunpuxiura 100%, ycynHUHT TMarHOHOCTHK aHUKJIUIU
- 95%.

3. YupTpaToByll AATYUK Y4yH OMOIICHS HACaJKaCMHU Ba MaxcCyC TYTKWY-
XOJIEpUHU  KyJulaml — €pAaMMa  XOMMJIAHMHT  OHOJIOTMK  MaTepUalMHU
TpaHCaOAOMUHAN yCyJlIM OWJIaH OJMII TeXHUKacu TakoMusutamtupuwinu (70% na
coryioM OyJraH XOMUJIaHH aCOCCU3 OJIAMPUINIIMHU UMKOHUATU OyIIIu), Myosaxa
acopatiapuu 15% rada KUCKapTUPHIIIU.

4. XomunanopaukHuHr I Ba Il TpumecTpuma THOOMI TeHETUK MacilaxaTHHU,
yJIBTPATOBYII Ba OMOKUMEBHMIM CKPUHUHTMHM Ba WHBA3UB YCYJJIAPUHHU Y3 WYHTa
ojiraH OOCKMYMa-O0CKHUY MpeHaTal CKPUHUHT aJIrOpuTMH EpJaMuja XOMHIIana
TyrMa MpPCUN Ba T€HETHK KaCAJUTMKIAPHU 3pTa aHWKJIAIl UMKOHUATU SPATUIIAAN
XaMmJla axoiuJa TeHEeTWK IOKHM KaMaiummra acoc Oyinaau. ByHman Tamikapw,
naBiaT OroKeTUaH MoJusIBUI Xapaxatnap 18% ra kuckapanau.
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HAYYHBINA COBET PhD.04/05.06.2020.Tib.114.01 IO ITPUCYKJEHUIO
YUYEHBIX CTENEHEN IIPU PECITYBJIUKAHCKOM
CIIEDUAJIM3UPOBAHHOM HAYYHO ITPAKTHYECKOM
MEJUIIUMHKOM HEHTPE AKYIIEPCTBA U 'MHEKOJIOI'NHU

PECHYBJIHKAHC!(HFI CHEIIHAJIH%HPOBAHHI)IFI HAYYHO-
IMPAKTUYECKHUU MEJUIIUHCKHUU HEHTP AKYIIEPCTBA
N I'MHEKOJIOT'NA

NJIBACOB ASU3BEK BAXTUAPOBUY

NPUMEHEHUME UHBA3UBHBIX METOJIOB IIPEHATAJIBHOM
JAUATHOCTHUKHA IJ15 BBISIBJIEHUA XPOMOCOMHBIX
N I'EHHBIX 3ABOJIEBAHHUU VY IIVIOJA

14.00.01 — AKymepcTBO M THHEKOJIOTHS

ABTOPE®EPAT JUCCEPTAIIUU JTOKTOPA ®NJITOCOPUH (PhD)
IO MEJUIINUHCKHUM HAYKAM

TAIONKEHT - 2021
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Tema auccepramum jgokropa ¢uiaocopuu (PhD) 3aperucrpupoBana B  Bbicuieid
arrecTauMoHHoii komuccuum npu Kabounere MunuctpoB PecnyOauku VY30ekucraH 3a
Ne B2020.2. PhD/Tib610

HHCCCpTaL{I/I}I BBIIIOJTHCHA B PeCHy6J’II/IKaHCKOM CIICIUATIU3UPOBAHHOM HAYYHO-IIPAKTHUYCCKOM
MCIUIMHCKOM HECHTPC aKyIIEpCTBA TMHCKOJIOTHH.

ABTopedepaT auccepTanmMM Ha Tpex sA3bIKax (y30eKCKWH, PYyCCKWW, aHTIUHCKHUN (pe3ioMe))
pasMelnieH Ha BeO-cTpaHuile mo aapecy www.tashpmiuz u Ha HMHpOpMannoHHO-00pa3oBaTEILHOM
noptaie «ZiyoNet» o agpecy www.ziyonet.uz.

HayuHb1ii pykoBOaHTE/b: KOcynoaes Pycrem ba3apbaeBu4
JTOKTOP MEIUIMHCKUX HayK, podeccop

O¢uuuajibHbie ONMOHEHTHI: EmmmoéeroBa I'yibcapa 3akupoBHa
JOKTOP MEIUIIMHCKHUX HayK, Ipodeccop

M:xa60apoB Yayroek Y3akoBud
JOKTOP MEJTUIIMHCKUX HAYK

Benymas opranuzauus: Tamkenrcrknid  Ileauarpudeckuii  MeIUMUMHCKU
HHCTUTYT
3amuTa IUccepTanu COCTOUTCSH « » PecniybnukanckoM

ClicuaAJIM3UPOBAaHHOM HAay4YHO-IIPAKTUYCCKOM MEOAUIIMHCKOM LHCHTPC AKyImIepcTBa n
ruHekosyoruu. [lo ampecy:100124, r. Tamxkent, Mup3o-Ynyroekckuii paiioH, yauna Mup3o-
VYayr6eka, nom 132A. (Ten./akc: (+998) 71-263-84-83;e-mail: info@uzaig.uz).

C  nmucceprammeil  MOXHO — O3HAKOMHTBCST B MH(DOPMAIMOHHO-PECYpCHOM  IIEHTpE
PecrryOnmKkaHCKOTO  CHEIUATH3UPOBAHHOTO HAYYHO-TIPAKTHYECKOTO METUIIMHCKOTO IIEHTpE
aKyIlIepCTBa M TMHEKOJOTHUH. (3aperucTprpoBaHa 3a Ne ).Anpec: 100140, Tamkent, Mup3o-
YnyrOekckuil paiion, ynuna Mupso-Yiyroeka, gom 132A. (Ten./dake: (+998) 71-263-84-83;e-
mail: info@uzaig.uz).

ABTopedepat quccepTanyy pa3ociaH « » 2021 rona.
(peectp mpoTOKOIa pacchUIK Ne oT 2021 rona.
J.A. AnueBa

[Ipencenarens HAyIHOTO COBETA MO MPUCYKACHUIO
Y4IE€HBIX CTETICHEH, .M.H., Ipodeccop

M.M. daiisupaxMaHoBa
YueHbll ceKpeTaph HAYYHOT'O COBETA IO MPUCYKICHUIO
Y4IEHBIX CTETICHEH, K.0.H.

®.M. Awnosa

[Ipencenarens Hay9HOTO CEMUHApPA IIPU HAYYHOM COBETE
10 MIPUCYKJICHUIO YUEHBIX CTETIEHEH,

JI.M.H., mpodeccop
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BBEJIEHUE (anHoTauus qucceprauuu 1okropa ¢puiocopuu (PhD)

AKTYaJILHOCTh M BOCTPeOOBAHHOCTH TeMbl quccepTanuu. Ha cerogusmHuit
JIEHb BPOXKIEHHBIE W HACJEICTBEHHbIC 3a00JIeBaHUSl Yy JAETell MNpeicTaBisioT
CEPHbE3HYI0 MEAMIIMHCKYI0 M COLMalbHYIO MpoOJeMy BO BCEM MHpE, KOTOpas
ocTaeTcsi BecbMa akTyalbHOW. [lopomoBass AMAarHOoCTUKA TE€HETUYECKHX
3a00€BaHUN OCTAaeTCs] OJHOM M3 OCHOBHBIX 3aay IMPEHATAIbHOTO CKPUHHUHTA.
CornacHo ganHbiM Bcecemupnoit Opranuzanuu 31paBOOXPAaHEHUSA, «... €KETOTHO
npumepHo 300 000 HOBOPOKACHHBIX YMUPAIOT B TEYEHUH NIEPBOTO MecsIa KU3HA
OT BPOXIEHHBIX TOPOKOB pa3BUTUs» . TakKe OTMEUEHO, YTO «... B BO3pacTe 10 5
JIET BO BCEM MHPE €XKETroAHO morudaeT 3,3 MIIH AeTeid, a emie 3,2 MIIH BBIKUBIITUX
UMEIOT Ty WIM MHYK CTEHEeHb HMHBAIMAM3ALMN» > Bricokuii  ypoBeHb
MIEpUHATATEHOW CMEPTHOCTH, B CBOIO Ouepeib, TpeOyeT pa3pabOTKH METOJIOB
AHTEHATAJbHOW JUAarHOCTUKU XPOMOCOMHBIX M TEHETHUYECKMX 3a00JIeBaHWM ILIONA,
pa3pabOTKK COBPEMEHHBIX MOJXO/IOB K BBIBJICHUIO HAMYHS BPOXKIACHHON MAaTOJIOTHH
y TUI0/1a ¥ BHEIPEHUSI COBPEMEHHBIX MPEHATAILHBIX TEXHOJIOTUH.

B wmwupe mnpoBomuTCA psii MCCIEAOBAHUM IO CHWIKEHUIO TIEPUHATAIILHOM
CMEPTHOCTH C  UCHOJb30BAHMEM HEWHBA3UBHBIX METOJIOB  IEPUHATAILHOU
JIMAarHOCTUKK TEHETUYECKHX 3a00JIeBaHUM TUIOA, JUIA JIOCTHKEHHSI BBICOKOM
3¢ (HEKTUBHOCTY TIPU CBOEBPEMEHHOM BBISIBIICHUHM BPOXKJICHHOM MATOJIOTWH Y TioAa. B
CBSI3U C 3TUM 0OOCHOBATh HEOOXOAMMOCTh 0053aTEIbHOTO MPEHATAILHOTO CKPUHWHTA
OepeMEHHBIX Ha PaHHEM JTarle; OIEHKAa BHYTPUYTPOOHOTO Pa3BUTHSI M COCTOSIHUS
IUT0/1a; COBEPIICHCTBOBAHNE TEXHUKU TPAHCA0IOMUHAILHOTO 3200pa OMOJIOTUYECKOTO
MaTepuaia y Tiojia - OJHa U3 aKTyalbHBIX MPOOJIEM.

B Hacrosiee Bpemsi B Hallledl CTpaHe MPOBOJUTCS MaciiTabHas padoTa 1o
COBEPUICHCTBOBAHUIO CHUCTEMbl 3JPABOOXPAHEHUS] M COIMAJIbHOM 3alllMThI,
MPUBEICHUIO CHCTEMBI 3/IPABOOXPAHEHUST B COOTBETCTBHE C MHUPOBBIMU
CTaHJapTaMM, TIOBBIIMICHUIO KauecTBa MEAMIIMHCKUX YCIYT, OKa3bIBaeMbIX
HACEJICHUIO CTpaHbl, OCOOCHHO IO paHHEH JAUArHOCTHKE, JICYCHUIO U
npodunakTuke 3a00J€BaHUIl PENPOAYKTUBHOTO Bo3pacTa. B cBsizm ¢ a3Tum,
KOMIUIEKC ~ ME€p MO  KapJAWHAJIbHOMY  COBEPIICHCTBOBAHUIO  CHUCTEMBI
3IPaBOOXPAHEHHUS] BKIIOYACT «...peaju3alus Mep IO YKPEIJICHUIO 3/10POBbS
CEMbH, 3alIUTy MAaTEpPUHCTBA U JIETCTBA, PACIIUPEHUIO JOCTyIa K KaueCTBEHHOU
MEIUIIMHCKOW  TMOMOIIM  JJIi  Marepu W peOEeHKa, OKa3aHUID UM
CIEUUAIIM3UPOBAHHON M  BBICOKOTEXHOJOTMYHOW  MEIULIMUHCKONM  MOMOIIH,
CHIKEHUIO JETCKOM cMepTHOCTU» > . I[l03TOMYy BaXKHO MOAHATH KauyeCTBO
MEAUIMHCKUX YCIYr Ha HOBBIH YPOBEHb, OCOOCHHO B paHHEW MpeHaTaJIbHOU
JMATHOCTUKE BPOXKICHHBIX HACICACTBEHHBIX 3a00J7€BaHUNA W MPOQPHIAKTUKE

! Ortuét Becemupnoii Oprannsanuu 3npaBooxpanenus, 2016
http://www.who.int/mediacentre/factsheets/fs370/en/; BpoxaeHnble aHOMaTHH. WWW.Who.int

2 OT4eT pernoOHAILHOTO 0030PHOTO COBEIAHUS.
http://apps.who.int/iris/handle/10665/204361/; HeonaranpHO-TIeprHATAIbHAS 0a3a JAHHBIX W HAOIOIEHUE 32
BPOXKICHHBIMH JIC(PCKTAMH.

Vxazax [Ipesunenra Pecybankn Y30exucran YII Ne -4947 ot 7 despans 2017 roga «O Crtparerun aeicTBuii o
JanbHemmero pasputhio Pecrryoumky Y3oekucrany// www.lex.uz.
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POXIIEHUS TUIOJAa C WHKYpaOeNbHBIMU TMATOJOTHUSMH, TEM CaMbIM CHIDKAS
NePUHATAIBHYIO CMEPTHOCTh M T€HETUYECKUN TPY3 MOMYJISIIH.

JlaHHOoe JMCCEepTAalMOHHOE HCCIEAOBaHHE B  OINPEICICHHOW CTENEHU
CIIOCOOCTBYET pealu3alliu 3ajlay, IOCTaBIeHHbIX B Ykazax [lpe3sunenta
Pecnybnuku Y30ekuctan Ne - 5590 ot 7 nekabpst 2018 roga «O KOMILIEKCHBIX
Mepax [0 KOPEHHOMY COBEPILIECHCTBOBAHMIO CHCTEMBI  3/IpAaBOOXPAHEHUs
Pecnybnuku V30ekucran», Yka3 [lpesuaenta Ne - 4947 ot 7 deppansa 2017 rona
«O Crtpareruu JeHCTBUM MO JanbHEWIIeMy pa3BUTHIO PecyOnuku Y30ekucTan»
u NeIII1-3071 ot 20 wurona 2017 r. «O mepax mo AanbHEHIIEMY PpPa3BUTHUIO
CHEUATM3UPOBAHHON  MEAMIMHCKOM  TOMOIIM  HaceneHuto  PecryOnmuku
V36ekucranna 2017-2021 rr.», a Ttakke No III1-4891 ot 12 nHosi6ps 2020 .
«O TOTIOJIHUTENFHBIX MEpax MO O0eCreYeHUI0 OOIECTBEHHOTO 3/I0POBbS, IMyTEM
JanbHEHIIero  MOBBIMIEHUS  A()PEKTUBHOCTH  pabOT MO  MEIUIIMHCKOU
npoduiakKTUKE», a TaKXke JAPYrMX HOPMATHUBHBIX aKTaX, KaCarolIUXCs JTOU
MpOOJIEMBI.

CooTBeTCcTBHE HCC/IEI0BAHNS NMPHOPUTETHHIM HANPABJIEHUSIM PA3BUTHUS
HAYKM W TeXHOJIorumii pecnyOauku. JlaHHOE WHCCleOBaHUE BBIMOJIHEHO B
COOTBETCTBUM C MPUOPUTETHBIM HAMPABICHUEM PA3BUTHUS HAYKU U TEXHOJOTUH
Pecnybnuku Y30ekucran VI. «Menuunnaa v apMakoJIOrus.

Crenenb u3y4eHHOCTH mNpodJjemMbl. C MEIMKO-OPTaHU3ALUMOHHON TOYKH
3peHUs pelaroias poJib B KOMIUIEKCE MEPONPUITHI MO MPOPUIAKTUKE U
NPEAYNPEKICHUIO HACIEICTBEHHOM W BPOXIECHHOM MATOJOTUU MPUHAIICKUAT
WHBA3UBHOW  MpEHATAJIbHOW  JUAarHOCTUKE, TO3BOJISIONIEH  MPEIOTBPATUTH
pOXKACHUE JETed C TAKEIbIMU, HEKOPPETUPYEMBIMHU IOPOKAMU  Pa3BUTHUS, C
COLIMAJILHO 3HAYUMBIMU u CMEPTEIbHBIMU T€HHBIMU u
XPOMOCOMHBIMH OOJIE3HSIMHU.

HecMmoTpss Ha mMpokoe pacnpoCTpaHEHHE YJIbTPA3BYKOBBIX METOJIOB
MCCIICIOBAaHMS B aKyIIEPCKOW MpPaKTHKE, MPUMEHEHHE aHaIn3a OMOXMMHYECKOTO
CKpUHHMHTA - KOJUYECTBO JETEH, POAUBIIUXCA C XPOMOCOMHBIMU aHOMAIUSMU U
TeHETHYECKUMHU 3a0oJieBaHusiMU B 1iesioM, He yMmenbmmaercs (Nicolaides K.H.;
2014; bapanos B.C., 2014).

HecmoTpst Ha MHOTOUMCIIEHHBIE UCCIIEIOBAHNS, TPOBOJUMBIE B PA3HBIX CTPAHAX
MUPa, HECMOTPSI Ha YCIIEXU B aHTCHATAIBHON JUAarHOCTUKE PA3JIMYHBIX T€HETHUECKUX
3a00/IeBaHM y TIJI0Ja - OTMEYalTcid CTaOUIIbHO BBICOKHE TOKa3aTeld
nepuHaTaIbHON 3a00JIeBa€MOCTH, CMEPTHOCTH W MHBaNUAOB ¢ jgerctBa (Kagan
K.O., 2017; enun O.I1.; Tumyk E.A., 2015 r; bapammes IO.U., 2014).
HenndopmupoBaHHOCTh  HAceleHUST W  HEKOMIIETCHTHOCTh  MEIUITMHCKHX
pabOTHUKOB YBEJIMYMBAIOT PUCK HEOOOCHOBAHHOTO MpPEpBIBaHHS OEPEeMEHHOCTH
MOCJIe Pe3yJbTaTOB YJIbTPAa3BYKOBOTO M Omoxummueckoro ckpununra (Benn P.,
2013; ®dposioBa O.I'., 2012; Cumaxonackuit A.C., 2017).

AKTyaJbHBIMU HaIlpaBJICHUSIMU B Pa3BUTHUHM MpEHATAIbHOW JTHMarHOCTUKHU
SIBJISIETCS. COBEPIIICHCTBOBAHUE METOJ0B MHBA3UBHBIX BMEIIATEIBCTB U CHUKCHHE
YacTOTbl TOCJICONEPALIMOHHBIX  OCIOXKHEHU. (COBEpPIIEHCTBOBAHUE TAKTUKU
TpaHCa0IOMUHAIBHOW acHUpaliid BOPCUH XOPHUOHA, MMYMOBUHHOW KPOBHU Y ILJI0/AA
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u 3a00p OKOJIOTUIOAHBIX BOJ JUIsi paHHEH JUArHOCTUKH TEHETHYECKUX
3aboseBaHui TpeOyroT nanpHeumero uzyudenus (Novelli A., Cavalli P.; 2013;
bapanos B.C.; KoporeeB A. 2018; TI'ontaps 10. B., 2014; Opa3smypanoB A.A.,
2010).

HecMoTpss Ha BHHUMaHHMe, KOTOpPO€ YACNSETCS Pa3BUTHUIO  CIIY>KObI
AHTEHATAIIPHOM JUArHOCTUKHM CTpaJaHui II0ja B Y30E€KHCTaHE CO CTOPOHBI
MuHuncTepcTBa 31paBOOXpAaHEHUS U PETHOHANBHBIX KOMHTETOB 1O OXpaHe
3I0POBBSl MaTepH U peOCHKA B paMKax peain3ariui [ 'ocy1apCcTBEHHBIX MPOTrpaMm
paHHETO BBISBJICHUS TEHETUYECKUX 3a00J1eBaHUM - AP (HEKTUBHOCTH MPEHATATHHON
JMAarHOCTUKH B IIEJIOM IO CTPAHE BCE €IE OCTAETCS BEChbMa HU3KOM.

B nacrosmee Bpems, B PecnyOnuke Y30ekucTtaH, CIOXKWIACH CHUTyaIus,
Kor/ia Ha (JOHE POCTa POKIAAEMOCTH, OTMEUAIOTCSI CTAOMIIBHO BBICOKHE TTOKA3aTeNn
MepuHaTaAIbHONW  3a00JIEBAEMOCTH, CMEPTHOCTH UM HWHBAJIUIOB C JIETCTBA
(MamatkynoB b.M., Apesona I'.C.; 2015; Typcynosa /[.T., 2011; ba6ae K.T.;
2008).

OCHOBHBIC YCUJIUSI UCCIEOBAHUM JTOJDKHBI OBITH HAMPABJICHBI HA U3YUYCHUE
CHEeUU(PUYHOCTH U UYBCTBUTEJIBHOCTH METOJIOB JIMATHOCTUKHU, OIpe/eTeHUe
MOKa3aHU K COBEPIIICHCTBOBAHWIO WHBA3WBHBIX METOJOB M ITUTOTCHETHYECKHX
HCCIIETOBAHMM.

Kpome Toro, HeoOxomuma panbpHeHIas pa3padOoTKa KpUTEPUEB OTOOpa
OONBHBIX B TPYIIY pPHUCKAa MO HACIEACTBEHHBIM 3a00JIEBaHUSIM W BbIOOpa
ONTUMAJIIBHOTO METOJ]a HWHBA3WBHOTO BMENIATENICTBA C YYE€TOM BO3pacTa,
(bakTOpOB pUCKa MHIMBHUAYAIBHO JJIsI KaXI0W OepeMeHHOU >KeHIIUHbI. TpeOytoT
JanbHeWIe pa3pabOTKM MEpONpHUATHs, HaMNpaBJICHHbIE Ha OOecleueHue
ONTUMAJIbHBIX YCIOBUUA MO CHIDKEHHMIO IIOCJIEONEPAIMOHHBIX OCJIOXHEHUH,
MOBBIIIEHUIO JTOCTOBEPHOCTH JAaOOPATOPHOTO KCCIEIOBAHUS UM YMEHBIICHUIO
yucjaa JIOKHBIX PEe3yJbTaTOB, 4YTO YKa3blBa€T Ha HAYYHO-MPAKTHYECKYIO
3HAYMMOCTb UCCJIEI0BAHUN B 3TOM 00JIaCTH.

Csi3b TeMbl JHCCEPTAIIMA € HAYYHO-HCCJIEN0BATEIHLCKMMH padoTamMu
BBICHIET0 O00pPa30BATeIbHOIO YUYpEKIeHHUsl, I/Je BbINOJIHEHA [IUCCEPTALMA.
Hucceprauuonnas pabora Bxogur B miaH HHWP  PecnyOnukanckoro
CneunammsupoanHoro  Hayuno-IIpaktnueckoro  Meaununckoro — Llentpa
AxymepcTBa U ['MHEKOJOTMM W BBHITIOJHEHA B pPaMKax TPAHTOBOTO IPOEKTA:
AJICC-15.2.5 «Pa3paboTka CKpUHUHTOBBIX METOJIOB MPEHATAIbHON AUArHOCTHKU
XPOMOCOMHBIX 3a00seBanuii» (2015-2017 rr.).

Leabio uccjieoBaHUA SIBISETCS ONTHUMH3ALMS METOJOB IpPEHATAIbHOM
JUArHOCTUKU XPOMOCOMHBIX U T€HHBIX 3a00JIeBaHUH Y TJ10/1a.

3agaum HccJaeI0BAHNSA:

IPOBECTH PETPOCHEKTUBHBIA aHAIU3 OMOXMMHUYECKHUX, YJIbTPa3BYKOBBIX
MmoKaszaTelied Iiofga y OEpeMEeHHBIX JUIsl BBISIBJICHUS MPEAUKTOPOB PHUCKA
XPOMOCOMHBIX 3a00JICBaHU; MTPOBECTH aHAIN3 KIMHUYECKHX (BO3pACT, aHAMHE3)
JAHHBIX W OIICHKY PE3yJbTaTOB OMOXMMHUYECKOTO, YIBTPA3BYKOBOTO CKPHHHHTA
10712 y OepeMEeHHBIX B TPYIIE PUCKA.

BBIJICIUTh HanboJiee 3HAaYUMBbIE YIbTPa3BYKOBBIC MPU3HAKA XPOMOCOMHOM
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MaTOJIOTMH  TUIOJAa TyTeM WX BepUPUKANUA HWHBA3UBHBIM  CKPUHUHTOM
OEpeMEHHbIX, a TaKXK€ OILICHUTh BO3MOXHOCTM M KOMOMHAIIMIO TOKazaTenei
COUYETAHHOI'0 MPEHATAIbHOTO CKPUHUHTA, YCTAHOBUTH OCHOBHBIE XapaKTEPUCTUKU
[UTOTE€HETUYECKOTO0 HCCIEAOBAHHUS XPOMOCOMHBIX aHOMAJIUA C aMHUOTHUYECKHX
BOJ B OBBIIIEHUH 3()(PEKTUBHOCTU MPEHATAILHOTO CKPUHUHTA.

YCOBEPILIEHCTBOBATh ~ TEXHUKY 3a0opa  OHMOJIOIMYECKOro  Marepuaia
MHBA3UBHOM MpoIeaypbl; 000CHOBaTh 3(PPEKTUBHOCTh MPUMEHEHHS] OUOTICHITHON
HAacaJKi Ha YJIbTPA3BYKOBOM JaTYMK M XOJjJepa B CHIDKEHUU WHTpa- U
MIOCJIEONIEPALUOHHBIX OCIIOKHEHHM.

pa3paboTaTh QJITOPUTM TPOBEICHUS KOMIUIEKCHOTO IPEHATAIBHOTO
CKpUHUHTA.

OO0bekT ucciaenoBanus. O0bekToM uccienoBanus ctanu 40 6epeMeHHbIX
KCHIIIMH, HaIlpaBJICHHbIE W3  JIeYeOHO-MPODUIAKTHUECKUX  METUIIMHCKHUX
yupexaenuit pecniyonuku Yzoekucrtan (I'Y PCHIIMIIAul', PCL, PCHIIMII
remaroiorud u IIK, oOGnacTHble CKpPUHUHT IEHTPHI), BKJIIOUCHHBIE B TPYIIITY
BBICOKOTO PHCKa IO HACJIEJCTBEHHOMY 3a00JIEBaHUIO y IIOAA, JUIsl TPOBEIECHUS
MHBA3UBHBIX METOJIOB MPEHATAILHON TUarHOCTUKHU.

IIpeamer wucciaegoBaHWsi: B KAuyeCTBE MpPEIMETa HCCIEAOBAHUS B3SIT
OMOJIOTUYECKHUI MaTepHall — BOPCUHBI XOPUOHA, AMHUOTUYECKAS! )KUAKOCTh, KPOBb
U3 IyIOBUHBI JIOAA.

MeTtoabl  HCCIeIOBAHMSA: ObUTM  WMCIOJIb30BAaHBI ~ COBPEMEHHBIE
(byHKIMOHATBHBIE, OMOXUMUYECKUE, UMMYHO(PEPMEHTHBIE, ITUTO-, MOJIEKYJISIPHO-
TFEHETUYECKUE U CTATUCTUYECKUE METOJIBI HCCIIEOBAHUS.

HayuyHnast HOoBM3HA:

BIIEPBBIE  YCOBEPIIECHCTBOBAHBI  yIbTPa3BYKOBbIE, OHOXUMHUYECKHE W
AHAMHECTUYECKHE KPUTEPUU BBIJICIICHUS] PUCKOB MO Pa3BUTHUIO HACIEICTBEHHBIX
3a00JIeBaHUI; MIPOBEJEHA  OLEHKAa  NPOTHOCTHYECKHX  BO3MOKHOCTEH
yIbTPAa3BYKOBOTO M OMOXMMHMYECKOTO CKPUHHMHIA B paHHEW JUarHOCTUKE
POXKICHHSI IETE C XpOMOCOMHBIMHU 3a00JIEBAHUSMU.

BIIEPBBIE OMNpEAeNieHa YyBCTBUTENBHOCTh W CHEHU(PUUYHOCTH METOJIOB
[IpEHATaIbHOW JUArHOCTUKHM B PAHHEM JIOPOJOBOM BBISIBJICHUM T'€HETHYECKHX
3a00JIeBaHUM.

BIICPBBICE  YCOBEPIICHCTBOBaHa  a0JOMHUHAIbHAsg  TeXHUKAa  3abopa
OMOJIOTUYECKOTO Marepuaja ¢ HCIOJIb30BaHWEM OWONCUHWHON Hacaiakud ISt
yIBTPA3BYKOBOTO  JIaTYMKa M  XOJJEpa C LENbI0 CHUXKEHUS  YaCTOThI
MOCJICONEPAIMOHHBIX OCIOKHEHHM.

BIIEpBbIE  pa3paboTaH aAU(PGEpeHIIUPOBAHHBIA  MOAXO0J K  BEIEHHUIO
OCpEeMEHHBIX JKEHIIMH C BBICOKUM PHUCKOM DPa3BUTHUS  HACIIEJICTBEHHOMN
TreHETUYECKOM MaTOJIOTUH Yy IJI0/1A.

IIpakTH4Yeckue pe3ybTaThl HCCJIEI0BAHUA OTPAXKEHBI B CIEAYIOIIEM:

YCOBEPILIEHCTBOBAH METOJ paHHEN VHBAa3UBHOU JAArHOCTUKU
XPOMOCOMHBIX U T€HHBIX HAPYIICHUH.

pa3paboTaH KIMHUYECKHM MPOTOKON MO (HOPMHPOBAHUIO LIETOCTHOTO
M0JIX0/1a B IMarHOCTUKE XPOMOCOMHBIX M T€HHBIX 3a00JI€BaHUM y MJ10/1a.
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pa3zpaboTaHa METOAMYECKAs PEKOMEH ALK 10 ONPENEIEHUIO ONITUMAIIbHBIX
CPOKOB O€PEMEHHOCTH JJIsl TPOBEICHHS] MHBA3UBHOM MPEHATATBHOW TUATHOCTUKHU.

YCOBEPIIEHCTBOBAHBI YIIbTPAa3BYKOBBIE, OMOXUMHUYECKUE U
aHAMHECTUYECKUE KPUTEPUM ompeneiaeHus: (pakTopoB pucKa, UX KOMOUHALMS U
IUAarHOCTUYECKAsk 3HAYUMOCTb.

JloCTOBEPHOCTL Pe3yJIbTATOB HCCICAOBAHUSI OIPEIEIACTCS MPUMEHEHUEM
anpoOMpPOBAHHBIX TEOPETHMYECKMX W  MPAKTUYECKUX TMOAXOJOB M  METOJIOB,
JOCTaTOUYHBIM OOBEMOM BBIOOpKM OEpEeMEHHBIX, JIOCTOBEPHOCTh PE3YJILTATOB
MOATBEP)KJACHA  HUCIOJIb30BAHHEM COBPEMEHHBIX METOJOB MHCTPYMEHTAIBHBIX,
(GYHKIIMOHATIBHBIX M CTAaTUCTUYECKUX METO0B HccnenoBanus. ComnocraBieHHe
MOMYYEHHBIX JAHHBIX C 3apyOCKHBIMH W OTEUECTBEHHBIMH HCCIICIOBAHUSIMH,
MOKA3bIBACT, YTO BBIBOJbI BBITEKAIOT U3 COOCTBEHHBIX PE3YJIbTaTOB, OOOCHOBAHbI U
MOJATBEPKIAAIOT JOCTOBEPHOCTH MOJYYEHHBIX PE3YIIBTATOB.

Hayunasi u npakTU4ecKasi 3HAYMMOCTb Pe3yJIbTATOB HUCC/IeI0BAHNS.

3akifo4aeTcsi B HAaydyHOM OOOCHOBaHUM HEOOXOJIUMOCTH MPOBEICHUS
MHBAa3UBHBIX METOJOB MPEHATAIbHON TUATHOCTUKHU C YYETOM BO3pacTa, aHAMHE3A,
OMOXMMHUYECKUX U YJbTPa3BYKOBBIX MapKEpPOB XPOMOCOMHOHM MaTOJIOTUH, CPOKa
OEpEMEHHOCTHU U MCUXOJIOIMYECKOr0 HACTPOS JKEHILIMHBI, BLIOOPOM ONTHUMAaJIbHOTO
criocoba  BMEIIATENbCTBA €  NPUMEHEHHWEeM  OWONCUHHOW  HacaJku  Ha
YJIBTPa3BYKOBOM JAaTYUK U CIIELIUATBHOTO AEp KaTEN.

[Ipenyiaraembie TOIXOJbI, KPUTEPHH BHIOOpA OMEPATHBHOIO METOJA IPHU
VMHBA3UBHBIX BMEIIATEIBCTBAX C YYETOM CpPOKa TECTalMH, IICUXOJOTHYECKOIrO
HAcTposi OEpeMEHHOW M BO3MOXHOCTH ITUTOI€HETHYECKOM J1abopaTOpuUH MOTYT
OBITh MCIIOJIb30BAHBI ISl paHHEH AHTEHATAJIbHOW JTUArHOCTHUKUA XPOMOCOMHBIX U
TeHHBIX 3a00JIeBaHUN Yy IUI0Ja B CKPUHUHTOBBIX IIEHTPAX pECIyOJIUKH,
NEpPUHATAIBHBIX I[EHTPAX U PECMyOIMKAHCKOM CIEIHAIM3UPOBAHHOM HAy4YHO-
MIPAKTUYECKOM IIEHTPE aKyLIepCTBAa M TMHEKOJIOTMU C LENbI0 MPEIOTBPALIEHUS
POXKJIEHUA JeTel C MHKYPaOEIbHBIMU COCTOSTHUSMH.

Buenpenune pesyabraroB ucciaegoBanusa. Ha oOcCHOBaHMM 1OJNy4YEHHBIX
HAay4HbIX PE3yJbTATOB MO ONTHUMHU3ALMM  AHTEHATaJIbHOW  JMATHOCTUKU
IF€HETUYECKUX MATOJOTU:

Belnymena meroguueckas peKoMeHAalus: «AJITOPUTM BHYTPUYTPOOHOM
JUArHOCTUKM HACJEACTBEHHBIX 3a00JIEBaHMI y IUIOAAa HA PAHHUX CPOKAX
rectaiuuy (cnpaBka MunuctepcTBa 3apaBooxpanenust PecnyOnuku Y30ekucran
No8u-p/456 ot 23/11/2020 r1). JlaHHBIE METOAMYECKOW PEKOMEHIAINH
CIOCOOCTBYIOT ~ MPOBEJIEHUIO  KOMIUIEKCHOW  MpEHAaTaJbHOM  JUArHOCTHKHU
XpPOMOCOMHBIX U TE€HHBIX aHOMaJHil Ha paHHUX CpPOKax OEPEeMEHHOCTH M JaeT
BO3MOKHOCTb IPEIOTBPATUTh POXKACHHUE JIETEN C TSKEIBIMA HEKOPPETUPYEMBIMU
MMOPOKaMHU Pa3BUTHSI, YMEHbBIIAS! TEM CAMBIM T€HETUYECKHUU IPy3 MOMYJISIIUU.

Meroapl  MHBAa3WBHOM  NPEHATANbHOW  JTMATHOCTUKWM  BHEAPEHBI B
NPaKTUYECKOE  3/IpaBOOXpPAaHEHWE, B  YACTHOCTH, B  PECIyOJHMKAHCKOM
CIEHHAIA3UPOBAHHOM HAyYHO-IIPAKTUYECKOM MEAUIMHCKOM LIEHTPE aKylIEpPCTBa
Y TUHEeKoJioruu. Pa3paboTanHblii anroputM BHeApeH B TamikeHTckoM O0JIacTHOM
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nepuHaraibHoM 1eHtpe, PMO Kubpaiickoro paiiona (crpaBka MuHucTepcTBa
3npaBooxpanenus Pecriyonuku Y36ekuctad — 8H-1/13 ot 15.01.2021 r).

DOxoHoMHuecKass 3(PGEKTUBHOCTh BHEIAPEHHSI PE3yJbTAaTOB HCCIEIOBAHUS
oOycCIoBlIeHa: CHUYKEHUEM (DMHAHCOBBIX 3aTpaT Ha 18%, Kak co CTOpOHBI Or0IKETa
rocyJapcTBa, BbIJENsIEeMble Ha oOOecleueHUue M TOJAECp)KaHUE KU3HMU JHI[ C
HACJICCTBEHHON IIaTOJOTUEW, TaK M CO CTOPOHBI CEMbU; 3HAYUTEIIbBHBIM
yIIy4IlIEHHEM KaueCcTBa OKa3aHMsI CIEMAIM3UPOBAHHON MEUIIMHCKON MTOMOIILIH.

Anpobanus pe3yJbTaTOB HCCIEN0BAHMA. Pe3yabTaThl JAHHOTO HCCIIE0BA-
HUS ObLIM OOCYKJEHBI Ha 3-X Hay4YHO-NPAKTUYECKUX KOHPEPEHIUAX, B TOM YUCIIE
1 MexayHapOJHOU U 2 peciyOIMKaHCKHUX.

Ilyosmmkanus  pe3yabTaroB ucciaegoBanusi. llo Teme aucceprauuu
ony6smkoBaHo 10 HaydHBIX paboT, U3 HUX: 9 KypHAIbHBIX CTaTel, B TOM yucie 4
B pECIyOJMKaHCKUX M 5 B 3apyOeXHBIX JKypHaJIaXx, peKOMEH/IOBaHHbBIX Briciiei
Attectrarmonnoit Komuccueit PecniyOnuku Y30ekucTan Jjisl myOJIMKaIlid OCHOB-
HBIX HAYYHBIX PE3YJIbTAaTOB JOKTOPCKUX AUCCEPTALIUM.

Crpykrypa u 00beM auccepranum. CTpyKTypa IHCCEPTALMU COCTOUT U3
OrJIaBJICHUS, BBEJECHUS, OCHOBHOM 4acTu (YETHIPEX IJaB), 3aKIIOYEHUS, CIIHMCKA
UCIIOJIb30BAaHHOM JUTEPATyphl, CHUCOK YCIOBHBIX O0OO3HAUYE€HUW W TEPMHHOB, a
Takke npuwioxenus. Oobem auccepTanuu coctapisieT 120 cTpaHuil.

OCHOBHOE COAEPKAHUE ITUCCEPTALIUN

Bo BBeneHuum 000CHOBaHBI aKTYaJlbHOCTh M BOCTPEOOBAHHOCTH TEMBI
ayccepTanuy, cHOPMYIMPOBAHBI II€b M 3aJ1a4ud, a TaKkKe OOBCKT M IPEIMET
UCCIICJIOBAHUSI, TPUBEACHO COOTBETCTBHUE  HCCIEIOBAaHUM  MPUOPUTETHHIM
HalpaBJICHUSIM Pa3BUTHS HAyKM U TexHoyiorud PecnyOnuku Y30ekucras,
U3JIOKEHbl HayyHass HOBU3HA U TMPAKTHUYECKUE Pe3yJbTaThbl HCCIIEAOBaHUH,
pPacKpbITBl ~ TeOpeTUuYecKas W  TpakTUYecKas 3HAYMMOCTh  TOJIyYEHHBIX
pe3yJbTaTOB, JIaHbl CBEACHUS IO BHEAPEHUIO PE3yJbTaTOB HCCIEAOBAHUN B
MPaKTUYECKOE 3/IPaBOOXPAHEHUE, MO OMyOJMKOBAHHBIM pabOTaM U CTPYKTYpe
JACCEPTALIUM.

B mnepBoii r1iaBe «®erajibHAs MeEAUIMHA: HANPABJICHUS HAYYHBIX
HCJIeIOBAHU, JOCTUTHYThIE YCIIeXH, MP0o0JeMbl U NMEPCNEKTUBbLI PAa3BUTHD)
JCCepTaLMK TTPOBECH TIIATEIbHBIN aHAIU3, KPUTHUIECKAs OIICHKA, OF0OOIIEHNUE U
cUCTeMaTH3alusl  HaydHOM  WHpopMaruu 1o  NpoodsieMe  AUArHOCTHKU
XPOMOCOMHBIX M T'€HHBIX 3a00JICBAaHUM T1JI0/1a, PACCMOTPEHBI U3BECTHBIE (PAKTOPHI
PUCKHU Pa3BUTHUSA ATUX IMATOJIOTMHA, BO3MOKHBIE OCJIOKHEHHUS IOCJIE MPOLEAYPHI
MpU Pa3IUYHBIX BapUaHTaX JUATHOCTHUKH, a TaKXKE T'€HETUYECKUX TMO3UIIUM.
N3ydensl akTyanbHbIE BOMPOCHI, TPEOYIOIIME CBOETO JajbHEWIIero pemeHus. B
pe3yJbTare TMPOBEACHHOTO aHajiu3a JIMTePATyphl OIpPECICHbl HEPEIICHHBIC
3a/1a4y 10 JaHHOU mpooieme.

Bo Bropoi rnaBe «KiIMHMYeCKUil MaTepuaj M MeTOAbI MCCJIeT0BAHMSD)
JUCCepTalMM PACCMOTPEHBI O0Iasi XapaKTePUCTUKA KIMHUYECKOTO MaTepuasna u
METOJIOB  MCCIEeIOBaHUA. MarepuaioM HCCIEAOBaHUSA Mocayxuiu 1613
OepeMeHHBbIX >KeHIMH, 3a nepuoa 2017-2020 roga, oopatuBmuxcs B PCHIIMI]
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Aul’ nns npoBeneHUsT TPEHATAIBHOIO CKPUHUHIA, U3 KOTOPbIX B 579 ciydasx
BBISIBJICH BBICOKUI PUCK PA3BUTHS XPOMOCOMHOM M T€HHOM MATOJIOTUH y IUIOAA.

JUig paBWIIBHOM OLIEHKU PE3YJIbTaTOB MCCiEN0BaHUs Obuin oToOpaHbl 40
OepeMEeHHBIX JKEHIIMH JOOPOBOJIBLIEB B IPYIIE BHICOKOIO PHUCKa JUIsl IPOBEICHUS
JNAJIbHEUIIEW NHBA3UBHOM MPEHATIIBHOWU TMATHOCTUKH.

Kpurepuu BKIIIOUYEHHS 1711 OCHOBHOM I'PYIIIBI:
- Hanmuue Y3 u/mm bX MapkepoB XpoMOCOMHOMN aHOMAJTUU;
- BO3pPACT JKEHIIUHBI 35 JIET U CTapllE;
- HaJIM4ue B ceMbe peOEHKA WM BBISIBJICHHUE MTPH MPEABLAYIINX
OepeMEeHHOCTSAX IJI0/Ia C XPOMOCOMHBIMU OO0JIE3HSIMU;

- aHOMaJIMW KapUOTHIA Y POJIUTENEH;

- OIIpPE/ICJICHUE TT0JIA 1012 TPU HAIMYUU X-CUEIIEHHBIX
W/WJM TEHHBIX 3a00JIeBaHUA

- POJICTBEHHBIN Opak

- COIVIACHE MALIMEHTKU Ha YYacTUE B UCCIICIOBAHNM.

Kpurepusamu nckiroueHus: ObUIH:

- oOpalleHHe KEHIIMHA HA MTHBa3UBHYIO PEHATAIbHYIO JUarHOCTUKY
B cpoke OoJiee 22 Henelnb

- OTKAa3 KCHIIMHBI OT Y4aCTHsI B UCCIICIOBAHUN.

- OepeMEeHHBIE JKEHIIIMHA CO CPOKOM TeCTaluu A0 8 Heeb

- KTP menee 43-45 MM, Hanuuue OCTPOro HHQPEKIIMOHHO-BOCIAIUTEILHOTO
mpolecca >KEHCKHX IOJIOBBIX OpraHoOB, YIpO3bl MpepbIBaHUS OEpPEeMEHHOCTH,
Hocutenu BIY.

Cpok recranum y OepeMEHHBIX YCTAHaBIMBAJICS Ha OCHOBaHUM
HanuoHanbHBIX CTaHAAPTOB OKa3aHUs IEPUHATAILHOM MNOMOIIM OepeMEHHBIM
Pecnybnuku Y36ekucrana (Tamkent, 2020).

N3 ocHoBHOM rpymiibl 40 yenoBeK BBIAENEHBI 2 MOATPYIIIBI UCCIAETYEMBIX.
[lepBas moarpymma n=35 (87,5%) — »T0 OepemMeHHBIE HMEIOIMNUE MapKePhI
XpPOMOCOMHBIX a0eppanuii, npouenmue Y3 CKpUHUHT, W/ (B COYETaHUHU) C
MMEIOIIMMUCS  OTKJIOHEHUSIMM  HOPMATUBHBIX  IIOKa3aTelIed  ChIBOPOTOYHBIX
MapKepOB, BBICOKHUM BO3PACTHBIM PUCKOM Ha Pa3BUTHE XPOMOCOMHOW MATOJIOTHH,
C HAJIMYMEM B CeMbe PEOEHKA WM BBISBICHHUE MPHU NPEIbIIYIIUX OEPEMEHHOCTSIX
IUI0/1a C XPOMOCOMHBIMHU OOJIE3HSIMU, OTATOLEHHBIN CEMEHBIN aHAMHE3.

Bropas noarpynna n=5 (12,5%) - OepeMeHHbIE ¢ PUCKOM pa3BUTUA y IUIOAA
IeHHbIX 3a00JIEBAHU.

bepemenHsle mpoxoauwiy 00cCiIeAOBaHWE W MNOATOTOBKY K HHBA3UBHOMY
BMEILATEIbCTBY B HAyYHO-KOHCYJIbTATUBHOW NOJUKIMHUKE «Cembs u bpak» I'Y
PCHIIMI Aul" (Anuesa JI.A.), B ceMeitHOM MOJMKINHUKE IO MECTY JKUTEJIHCTBA.

Hcnonp30BaH CTaHAAPTHBIM CHEKTpP J1a0OpAaTOPHBIX UCCIEAOBAHUM: OOIINI
aHaJIM3 KPOBH, OOIIMN aHATIU3 MOYH, XapakTep (JIopbl BIarajviia U ONpeesieHne
TPYNIOBOM TNPUHAAICKHOCTH U pesyc-pakropa. IlpoBomunm TecThl Ais
UCKITIOYeHUs] MHQpeKuui: cudummca, BHpyca HMMYHOAE(HUIIMTA 4YeIOBEKa,
BUpYCHBIX renatutoB B u C.
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bepemeHHbIe KOHCYJIBTUPOBAHBI T€HETUKOM, 3aBEIYIOIIECH OT/AeNa MEIUKO-
reHetnuecko koHcynbranuu meHtpa (Mcxakoma I'.b.), renetruxkom PIIC (Ilak
A.A.), 3aBeyIOIIUM OTJieNia MOJIEKYJIIpHO-TeHeTnYeckoi 1adopatopuu PCHITMI]
remaroiorun  u IIK (mpodeccop babdaee K.T.). Ilpu HeoOxomumocTu
OCYILECTBIISUIUCh KOHCYJIBTAUH IPYTUX CMEXKHBIX CIELIMAIHCTOB.

Kenimubl UHPOPMUPOBAHBI O HEOOXOJUMOCTH TMPOBEIACHUS HHBA3UBHOM
peHaTaIbHOM AMArHOCTUKH, LIEECO00Pa3HOCTH MCIOIb30BAHMS TOTO UM UHOTO
METOJla W JOCTyNa Olepalud, BO3MOXKHBIX HMHTpa- U MOCICONEPAIMOHHBIX
oCJIO)KHEHMIX. Bee Beex citydasix moJiydeHO MMCbMEHHOE COTJIacue Ha MPOUEaypy.

[Ipoananu3upoBaHbl  YJAbTPAa3BYKOBbIE  MPHU3HAKM W [OKa3aTelu
OMOXMMHUYECKOTO CKPUHUHTA, BBISBICHA KOPPEISTUBHAS  CBS3b  MEXKIY
MaTOJIOTHYECKUMU W3MEHEHUSIMU TIOKa3aTelel OMOXMMUYECKOTO CKPUHHWHTA U
YABTPa3BYKOBBIMU TIIOKA3aTENISIMU, BBISIBICHHBIE Y KEHIIUH C XPOMOCOMHBIMHU
AHOMAaJMSMH U T€HHBIMU HapYLIECHUSIMU 104,

Onepaenenue ypoBHsS (eTagbHbIX TOPMOHOB IMPOBOJUIIOCH B OTHAEIECHUU
uMmyHosiorun (@aitzpipaxmanosa M.M.) I'Y PCHIIMIl Aul’, omnpeaensiuch
ypoBHU ChIBOPOTOUYHBIX OekoB PAPP u  XI'Y B cpoke 11-13,6 Heaensb, a Takxke
A®I/XTY u HD ¢ 16-20,6 veaento 6epemennoctu. Konnentpamuio ADII, XI'Y u
HECBSI3aHHOT'O 3CTPHOJIa OMNpeAessuid  TBepAo(da3HbIM UMMYHO(PEPMEHTHBIM
METOJIOM C HCIOJb30BaHUEM tecT-cucteMm «MDPA-ADII» n «['onagoTponux
NDA-XTUY», (OO0 «Humony, I'epmanusi). OnpeneneHue IJIa3MEHHOIO
acCcOMUpPOBaHHOTO ¢ OepemeHHOCThIO Oenmka A (PAPP-A) ocymecTBisiin Takxke
meronoM HMDA c¢ momompro OO0 «Ankop buo» (Cankr- IlerepOypr).
Onpenenenue kouneHtpamuu XI'Y, PAPP-A u HDO, A®II no cranmaptHOU
KaJTMOpOBOYHOM KPUBOM TMPOBOAMIM C HCIOJIB30BAHUEM AaBTOMAaTHYECKOU
porpaMMbl. YPOBHU MApKEpOB BbIpaxanu B eauHunax MoM myrem neneHus
M3MEPEHHOI0 3HA4YCHUs HAa MEJIUaHy JJid JAHHOTO Cpoka OepeMeHHocTH. Pacuér
WHJUBUIYAJILHOTO pUCKa MO cuHapomy JlayHa, DnBapaca u Ilatay npoBoauiics ¢
nomoiplo nporpammbl  “Ucuna” paspabotanHsii MIHCTUTYTOM akyiepcrBa u
runekosioruu uM. JI. Orra u OO0 «Ankopbuo» (Cankr- [letepOypr).

VYapTpa3ByKOBOE  HCCIENOBAaHUE MPOBOAUIIOCH HA  YJIbTPa3BYKOBBIX
anmaparax ¢upmbl «Mindray 8» (KHIP, 2017), u «Samsung UGEO H-60»
(KH/IP, 2017) cnierimanuctamu ieHTpa (MaruanoBa A.T., Tamkuaauaos 2.0.).

Y apTpa3ByKOBOW CKPUHHHI IPOBOJMIICS C HCIOJIB30BAHUEM HOPMATHBOB,
PEKOMEHJJOBAHHBIX B MTpakTHUYecKOM pykoBojacTBe (Pa3zpuioBa A.A., 2012 r).

bepeMeHHbIM B OCHOBHOW MPOBEACHBI NHBA3UBHBIE METO/IbI ITPEHATAIBHOU
JTWarHOCTUKM, KopaoueHTed n=13 (32,5%), amuwmonentes n=21 (52,5%) wu
TpaHcaOJOMUHAaIbHAs aclUpalus BOpcUH xopuoHa n=6 (15%) c mocnemxyrommum
UTOTE€HETUYECKUM u MOJIEKYISIPHO-TEHETUYECKUM UCCIIEIOBAHUEM
OMOJIOTUYECKOT0 MaTepuaa.

MHBa3uBHBIX MaHUNYJISLUNA POBEAEHBI C MPUMEHEHUEM OUOTICUMHBIX UIJT C
mansipeHoM (18G 160mm; 22G 200mm), umeromuii cpe3 QUINKE, sxorennsiii
HAKOHEYHUK, CKOJIb3SIIUN OTrpaHUYUTENb TIyOUHbI, CAHTUMETPOBBIE METKU U
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KOHHEKTOp Juisi mpucoenuuenus mmpuna (Mramus, Medax medical devices), mon
VY3 xoutposiem (Philips 2008 r, Hunepmanapl, cektopHoro narunka S MI'm).

[{uTrorenerTnueckre MCCIENIOBAHUS TMPOBOAWINCH C  HMCIOJIb30BAaHUEM
peaktuBoB pupm «Sigmay (CIIA, 2019) u «[TAHEKO» (Poccus, 2019).

XpOMOCOMHBIA  aHajdW3 MNPOBOAWICA C  TOMOIIBKD  CTaHIAPTHOIO
XPOMOCOMHOT0 MUKpoMaTpuuHoro aHaiauza (Genechip scanner 3000 7G system).
Hcnonp30BaHa MUKpOMAaTpULla CPEIHEN TUIOTHOCTH, KOTOpasi conepKut 750 ThIC.
MapKepOB C BBICOKOW TJIOTHOCTBHIO, TIOKPHIBAIOIINX BCE KIMHUYECKU 3HAYMMBIC
Y4aCTKH FeHOMa.

Jlist mpeHaTanbHOW TUAarHOCTUKU TeHHBIX OO0JIE3HEH MPUMEHSUIICS OCHOBHOM
meton JIHK-nuarnoctukuy — nosmmepasHasi nerHast peakius.

[lomyueHnHnble JaHHBIE TMOABEPrajid CTaTHUCTUYECKOM 00paboTke C
MCIIOJIb30BaHMEM CTAaHJAPTHOTO MakeTa MpUKIaAHbIX mporpamMMm Microsoft Excel
2013 (Microsoft Corp., CIIIA) u Statistica 6.0 for Windows (Stat Soft Inc., CIIIA)
c coOmrofeHueM OOUMX PEKOMEHJAUWNA il MEIULIMHCKUX U OMOJIOTMYECKHX
HUCCIIeI0OBaHUH.

st onieHku 3¢ (HEKTUBHOCTH METOAAa B OTHOUIEHUU BBISBJICHUS] aHOMAJHMA
IJI0JIa PACCUUTHIBAIUCH UYYBCTBUTEIBHOCTh, CHEUU(PUUHOCTH, MOJOKUTEIHHOE
MPOTHOCTUYECKOE 3HAYEHHE, OTPUIATEIbHOE NPOTHOCTHUYECKOE 3HAYCHHUE,
nuarsoctudeckas TouHocth Meroja (Altman D.G., Bland J.M. Diagnostic tests 2:
predictive values, 1994; Andrers Albom, Stephan Norrel, 1996).

B Tperpeli rmaBe «XapaKTepHCTHKAa CKPUHHMHIOBBIX IOKa3aTejell Yy
JKEHIIMH ¢ BbICOKHM PHCKOM POXKIEHUS] JeTedl ¢ TIeHeTHYeCKUMH
3a00/1eBAHUAMMY JIUCCEPTAIlMU CJCIaH aHalu3 (aKTOPOB pHUCKA Pa3BUTHUS
TeHETUYECKOM MaTOJI0THH, KOTOPBIH MOKa3all, YTO HACJIEeICTBEeHHAs (TeHEeTUYECKasl)
MaTOJIOTHSI MOXKET BCTpEYaThCs B JIFOOOM BO3PACTHOW KAaTETOpUM B PaBHOU
CTETIEHH, YTO TOBOPUT O HEOOXOAMMOCTH TIPOBEACHHS  THIATEIBHOTO
KOMOWHHUPOBAHHOTO MPEHATAIBHOTO CKPUHUHTA KaKIOH OEpeMEHHOW HE3aBHCHMO
OT BO3pacTta (B rpyIle pUCKa OKa3aluch OEpEeMEHHbIE KaK B BO3pacTe A0 35 JeT,
TaK U crapuie, B paBHou creneHu (puc. Nel).

18
17
a4
i :
H

18-34 ner 35-49 ner

Hrpynnal (n=35) HErpynna2 (n=5)

Puc. 1. AHaiu3 Bo3pacTHON XapaKTEPUCTUKU 00CIEIOBAaHHBIX KEHIIIMH.

37



[lo pe3ynbraTaM HMCCIEAOBAHUSI YCTAHOBJIEHO, YTO Yy JHI[ C HUMEIOIIUMCS
BO3pPacTHBIM pHUCKOM, uMeno mecto 3 (17,6%) ciyyas auarHOCTUPOBAHHBIX
aHeymiouauil. Y nmip 6e3 uMerolerocs Bo3pacTHOro Gakropa — 7 ciydaeB
(38,9%) nuarHoCTUPOBAHHBIX XPOMOCOMHBIX MATOJIOTHH Y TUI0/A.

CnegoBaTellbHO, B&XXHO OTMETHTb, 4YTO TPEHATAJIbHBIA  CKPUHHUHT
HEO0OXOAMMO MPOBOJUTH BO BCEX BO3PACTHBIX KATETOPUSIX OEPEMEHHBIX KEHIIIHH.

[lo aHanmu3aMm u3y4eHUsT H30JMPOBAHHOTO BO3PACTHOrO (hakTOpa pHUCKa
CTOWT OTMETHUTH, 4TO U3 17 OepeMeHHbIX B Bo3pacte 35 set u 6onee, y 2-x (11,8%)
KEHIIIMH UMEJI MECTO TOJBKO JIMIIIh BO3PACTHON PUCK (KapuOTHM 0€3 MaToJ0THi).

( Beero
OepeMeHHBIX ¢
BEICOKIIM
BO3PacTHBIM
prckoM (17)
@ ™ e ~ @ | oy
' + coyeTaHie 2 M |
I/IBOJIHPOBEIHHBI + coueTamrie 1 5
omnee (paKTOPOB
I BO3pacTHOIT (akTopa pricka
pricka (V3 +
prCK (2) (10) EX) (5)
AHOMAaNIbHEIIT AHOMAaIbHBIIT AHOMAaIbHBIIT
Kapnotmit (0) KapHoTHit (1) KapHOTHIT (2)

Puc. 2. AHanu3 u3ydeHust BO3pacTHOro (pakTopa pucka.

Y 10 (58,8%) OepemenHbIx ¢ mmeromuMmcs 1 (OJHUM) JTOTOJHUTEITHLHBIM
(bakTOpoM prcKa - aHOMaJIbHBIA KapHOTHUII TU104a UMen MecTo B 1 cirydae (10%).

VY 5-tu Bo3pactHBIX OepeMeHHbIX (29,4%) ¢ Hanmmuuem 2 u 6osiee GhaKkTOpoB
pHUCKa - aHOMaJIbHBIN KapuoTun umenu 2 mioja (40%) (puc. Ne2).

CnenoBaTebHO, C  II€JBI0  TOBBIIICHUS  YYBCTBUTEIBHOCTH  H
cnenu@UIHOCTH MPOBOJAUMOTO TMPEHATATHHOTO CKPUHHWHTA, BO3PACTHOU (hakTop
HEOOXO0JIMMO COYETaTh C APYTUMH (PpaKTOpaMU PUCKa.

[To pesynbpTaTaM U3ydeHuUs aHaMHe3a (TpaHCIOKaIui y poIUTeNel, HaTuune
dakTa poxaeHUS JeTel ¢ aHEYTUIOUINEN B CEMbE MJIM XPOMOCOMHOM MaToJIoruei
y OJIM3KUX POJCTBEHHUKOB), Kak (paKTOopa pucCKa, yCTAaHOBJIEHO, YTO HEOOXOIUMO
coueTraTb €ro ¢ JAPYTMMH HEWHBA3WBHBIMH TECTaMH, W TIPU HEOOXOJIUMOCTH
BepUPUIIUPOBATh JIUATHO3 IIMTOTCHETUUYECKUM aHAJIM30M, YTO B CBOIO OYEpE.lb
MOBBINIAET YYBCTBUTEIBLHOCTh M CHEIU(UIHOCTH MPOBOIUMOTO IPEHATAIBHOTO
CKpUHUHTA.

N3 4-x OGepeMEeHHBIX C HAJIUYMEM OTATOIICHHOTO aHamHe3a, Kak (akTop
pucka, B | ciyuae (25%) aneymionus noaTBepKaeHa.

VY ocraneubix 3-x (75%) wuccienoBaHHBIX OEpPEMEHHBIX - XPOMOCOMHAs
aHoMaJus rIoAa uckiodeHa (puc. Ne3).
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Bcero

OepeMeHHEIX B
TpyImIe prcka (4) ‘
| , \ |
| | + couerante 2 W |
H 307111p 0B aHHENT + coueraHie | Oomree pakTopor
(paxTop pHCcKa (paxTopa prcka pHCKa
(2) (1) ‘ (BRo3pacT+ V'3)
< ' o ' < ( 1 )
AHOMAIEHBLT AHOMAIEHBLT AHOMAIEHBLT
KapuoTmit (0) KapuoTmit (0) KapuoTm (1)
< v L v < v

Puc. 3. AHanu3 n3yueHus HacleACTBEHHOTO (haKTopa pHUCKa.

VY 2-x (50%) O6epeMeHHBIX ¢ U30JIMPOBAHHBIM PUCKOM I10 HACJIEICTBEHHOMY
(bakTopy — KapuUOTHII TUI0a O€3 MAaTOJIOTHH.

C 1enpro MOBBIMICHUS CTICTU(PUIHOCTH W YyBCTBUTEIHLHOCTH ydeTa JTaHHOTO
dakTopa pucka, HM3y4eH KAPUOTHUIl IUIOAAa Yy OEpeMEHHOM C OTATOLICHHBIM
anamue3oM (1 OepemenHas — 25%) mpu HaJIUYUKM OJHOTO JIOMOJHUTEIHLHOTO
(dhaxTopa pHUCKa (M3MeHeHus YPOBHS CBIBOTOPOYHOTO oenka).
XpOMOCOMHasI TATOJIOTHUST UCKITFOUCHA.

Y 1 Oepemennoit (25%) c¢ nHamuuumem 2-x u Oosiee (HaKTOPOB pHUCKa
(BO3pacTHOM PHUCK, YJIbTPA3BYKOBBIE MapKepbl) — BBISBICHA MHKPOIYTIITUKAIUS
JUIMHHOTO Tuieda 14 mapel XpOMOCOMBI Yy IUIOJA, YTO SIBJISETCS KaueCTBEHHOMU
XPOMOCOMHOW TTOJIOMKOM.

HecomuenHo, naHHbIA (DakTOp puUCKa UMEET HEMAaJIOBa)KHOE 3HAUYCHHE, U B
TaKUX CIIydasXx PUCK POXKIACHUS IUIOA C TEHETUYECKOM MaTOJIOTHEH OYEHBb BBICOK.
PesynbraThl uccieoBaHusl TOKA3bIBAIOT, YTO JAHHBIA ATAIl TIOMOTAeT HaM Cy3UTh
Kpyr OEpeMEHHBIX B TPYIIE PUCKAa U CHU3UTHb YUCIIO TSKEIBIX, B TEXHUYECKOM
aCIeKTe, MHBa3UBHBIX MPOIIEAY].

Jnst  onpenenennst 3PGEKTUBHOCTH  YIBTPA3BYKOBOTO CKPHUHHWHTA B
OTHOIICHUW BBISBJICHHMSI XPOMOCOMHBIX MATOJIOTUH Ha JOPOJOBOM JTame Oblia
NpoaHAIM3UpPOBaHA TpyMa OEpEeMEHHBIX JKEHIIMH C dXOMapKepaMu, KOTOpHIE
OBUIM BBIICTICHBI HE TOJHKO KaK M30JIMPOBAHHBIN MPHU3HAK, HO M B COYETAHUH C
Apyrumu (pakTopamMu pucka W OTKIOHEHHUSMHU YPOBHS (PeTaTbHBIX TOPMOHOB OT
HOPMAaTUBHBIX TTOKa3aTENCH.

Haubonee gacto BCTpedaeMbIMU 3XOMapKepaMu XPOMOCOMHON aHOMAJIWH,
ONMHCaHHbIE B 3aKIioYeHMsIX Y3J[, SBISIOTCS: YBENWYCHHE  TOJIIHMHBI
BopoTHUKOBOro npoctpanctBa (ILIIC, kucto3nas rurpoma meun) — 16 (45,72%);
runo-/amazust  HK  (crmaxewwsri mpoduns y mmoma) — 11 (31,43%);
TUNIEPIXOTeHHbIN Qokyc B cepane — 6 (17,14%); rumepsXOoreHHbId KHUIIICYHUK,
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BKJIIOYCHHMS B O/l Bojax (MHOTOBOJME, MAJIOBOJMWE), IUIAlCHTAIUS (HU3Kas
IUTAlleHTAallMs, KpaeBoe, MOJTHOE Mpeaiexanue tianeHTsl) — 4 (11,43%).
[uroreHeTHUYeCKUM HCCIEIOBAHUEM, MOCIE MHBA3WBHOW mpoueaypsl, B 11
ciyvasix (31,43%) BblsiBIIeHa XpOMOCOMHasl marojiorusi y mioja. Y3W mnona
CONPOBOXKJIAJIOCh TaKMMHU 2XOMapkepamu Kak: yBenauwdeHue TBII (mupuna
HICIHOM CKJIQJKU, KUCTO3HAs rurpomMa en) y 9 mnoaos — 81,82%, runo-/annazus
HK (crnaxennsiii npoduiip y mioga) B 6 ciaydasax — 54,55%; u3MeHEHUSIMHU B

XapakTepe W KOJIMYeCTBe O/m Box (MHOroBoaue, wmanoBogue) — 18,18%,
BeHTpuKyJomeranus — 18,18% (u3 uucna moaTBep kK IeHHBIX cirydaeB)(Tadm. Nel).
Tab6umna Nel.
AHaJIN3 U3YUYEHHS BEPOSITHBIX 3X0 MAapKEepOB, IMarHOCTUPOBAHHBIX XA, %
Ne
o ple~]
o) ] = w =
g & o) g , = 2 , = 2
Mmoo e | 57 525 4552 | 855
=@ re Ll S8 EEEY | EEET
=) Ol o 58| & Ex & = B g
Y3 mapkep = = s e 2 S| S Eh T | S E<S T
o E |2 & 2 2
N4 =
1 | YBemuuenne TBII (IHLIC, + + - + +
KHCTO3HAs THIpPOMa  IIEH
J10/1a)
2 | T'uno-/annasus HOCOBOM + + + + +
KOCTH (crmaxeHHBINH
podhUiIb MI0/a)
3 | MHorosoxnue - + - - +
4 | Bentpukynomeramus + + - - -
5 | Boasnka nmiozna (acuur) + + - - -
6 | IImenoskrasus - - - + -
7 | Kucter XOPHOMTHOTO - - + - -
CILIETCHHUSI
8 | Hapymenue kpoBoTOKa - - - - +
O | Bcero sxo MapkepoB 4 5 2 3 4

VYBenuyeHue TOJIIMMHBI BOPOTHUKOBOIO MPOCTPAHCTBA (IIMPHUHA LIEHHOM
CKJIaJIKU, KUCTO3HAs TUTPOMa II€M ), KaK U30JIMPOBAHHBIN MIPU3HAK, BCTPEUAIOCH Y
5 mnonoB (31,25%). B 3-x cinyuasix (60%) BbIsIBIIEeHA XpOMOCOMHAsi aHOMaIUs —
cunapoM JlayHa.

B coueranuu ¢ gpyrumu Y3 MapKepaMu TaHHBIA 3XOMapKep ONMPENECIsIICS y
11 oo (68,75%), u3 xkoTopsix B 6 ciayyasx (54,55%) BeisiBI€Ha XPOMOCOMHAs
narojorus. Y 3-x mnoaoB (50%) ¢ cunapomom JlayHa oTMEHaioch COUYETaHUE C
TaKMMHU MapKepaMmu, Kak YKOpOYeHHE KOCTEH HOca, THAPOTOPAKC, BOASHKA IJI01A.
B 1-m (16,67%) cnydae c cunapomom KraliHdenbrepa - ykodeHHE HOCOBOM
KOCTH, BEHTPHUKYJOMErajaus M aciuuT. MUKpOAYIUIUKAIUs ydacTKa JJIMHHOTO
mwieda 13 u 14 mapsl XpoMOCOMBI y MIOfa, KOTOpasi oOHapykeHa mo 1 ciydaro
(16,67%), mMenoch COYETaHHWE C THUIIOINIA3Mel HOCOBOM KOCTH, CIUIQKCHHBIHN
npoduiieM, MHOTOBOJIMEM U HAPYIICHUEM KPOBOTOKA (OTPHUIIATEIHHBIM BEHO3HBIN
MPOTOK — MATOJIOTUYECKasi A BOJIHA).
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Taxkum o6pazom, yBenudeHue TBII sBiseTcss MPOTHOCTUYECKHA 3HAYUMBIM
yJIBTPA3BYKOBBIM MapKEpOM TIE€HETUYECKOM IMaToJIOTMH, Kak B CiIy4yae €ro
W30JMPOBAHHOIO BBISBIICHHUS, TAK U B COUYETAHUU C APYTUMH 3XOMapKepamHu.

VYkopouenue kocteit Hoca Berpevanoch y 11 (31,43%) monos. B 6 cinyuasx
(54,5%) umenoch couetanue ¢ Apyrumu s3xomapkepamu. Y 2-x (33,3%) BbisiBiICH
BuHjaoM Jlayna, 1 mion (16,7%) ¢ cungpomom KraliHdensrepa u 2 miona
(33,3%) c MuKpoaymIMKalMed ydyacTka JIMHHOro tuieda 13 u 14 maper
xpoMocomsl. B 1-m ciyuae (16,7%) ¢ Tpucomuein 9 mapsl XpOMOCOMBI y IUI0JA
TUTIOTUIa3Us HOCOBOM KOCTH TIVIa B KOMOWHAIIMM C KHUCTaMH COCYJIUCTBIX
CIUICTCHUHU.

Hapymenune kpoBoToka BcTpedanmoch B 2-x  (5,7%) cnoydasx wu
COIIPOBOXK/JIAJIOCh B COYETAaHUU C APYrumMu sxomMapkepamu. Y 1 mmoma (50%)
BBISIBJICHA MHUKPOAYIUIMKAIMS JUIMHOTO y4yacTka 14 mapel xpomocombl. Bo 2-m
Clly4yae HapylIeHUsl KpOBOTOKA Y IJI0J1a TeHETUYECKask MaTOJIOTHs UCKIOUEHA.

bpaxunedanusi, kKak H30JUPOBAHHBIN 53XONpPHU3HAK, BCTpeyaslach B 1-M
cinyyae (2,9%). Y 6epeMeHHON UMeNCh OMOXUMUYECKHUE MaPKEPhl XPOMOCOMHOM
NaTOJIOTMM M BBICOKUM BO3PACTHOM pHCK. LluTOreHermyeckum wHccieqoBaHUEM
aHEYIUIOUIUS UCKITIOUEHA.

KucTsl XOprouaHOro CIUIETEHUs BCTpEYANIHCh y 2-X mioaAoB (5,7%). ¥V 1
mwioaa (50%) umenach KOMOMHALMS € TUNOIUIA3UE HOCOBOI KOCTH — OOHapy>KeHa
MUKPOIYIUTUKAIUS JJIMHOTO y4yacTka 14 mapel XpoMOCOMBI. Y BTOPOro IJI0/a, T
uMeach KOMOWHAIUS C KUCTO3HOW TUTPOMOM IIeM, TeHETUYecKas MaTOJIOTHS
VCKJIFOYECHA.

Bentpukynomeranusa mioga umenach y 3-x (8,6%) 6epeMeHHBIX B Tpymiie
BBICOKOTO pucka. Y meporo mioga (33,3%) c BeHTpUKyJIOMErajauei, Kak
€MHCTBEHHBIN W30JMPOBAHHBIA MPHU3HAK, AUATHOCTUpOBaH cuHApoM JlayHa. Y
BToporo mioaa (33,3%), ¢ cuaapomom KnaitHpensTepa, BEHTPUKYJIOMET NS 1A
B KOMOWHAIIMA C KHUCTO3HOW TUTPOMOU IMEW M YKOPOUCHHWE HOCOBOW KOCTH.
Orcrona cnenyet, 4To OEpEMEHHBIX, C BBISABICHHOW BEHTPUKYJIOMErajauel mioja,
KaK HM30JIMPOBAHHBIA MPHU3HAK, TAK U B COYETAHUU C C JPYTUMHU 3XOMapKepami,
CJIelyeT OTHECTHU K IPYIIIE PUCKA 10 XPOMOCOMHBIM MATOJIOTHSIM.

['unepaxorennsiil pokyc B Muokapze BbisiBlieH Y 6 miogoB (17,1%). B 1-m
(16,7%) cnydae - U30AMpOBaHHBIN NpU3HAK, B 5 (83,3%) ciiyyasix — coueralics
TUIEPIXOTCHHBIM KUIIEUHUKOM, MUEI0IKTa3UueHl, BIIOYEHUSIMU B OKOJIOILIOIHBIX
Bogax. [lo pesynbTaTam wuccieqoBaHus, HU B OJHOM CJIydae XpPOMOCOMHas
aHoMallusi He OOHapy)KeHa. CrnenoBarenibHO, THUIEPIXOTEHHBIN (HOKyC B
MUOKap/E, MO JaHHBIM MCCIICOBAHUS, HE UMEJ IUAarHOCTUYECKON 3HAYMMOCTH B
OTHOUIEHUU aHEYTLITONIUM.

['unepaxorenHbil kumeyHuk B 4-x ciyyasax (11,4%) men B koMOMHAIUU C
BKJIFOUEHUSIMU B  OKOJIOIUIOAHBIX BOJAX, IHEJI0O3KTA3HEH, TIHUIIEPIXOrE€HHBIM
(boKycoM B MHOKap/ie — aHOMAJIUSI KapHOTUIIAa HE OOHAPYKEHO.

Owmdarnorene BoisiBiieH y 1 mmona (2,9%) ¢ HOpMaTbHBIM KapUOTHIIOM.

Acuur B 2-x (5,7%) ciydasx BCTpedalcs B COYETaHUM C KHUCTO3HOM
TUTPOMOM  II€W, BOJSHKOM  IUIOJA,  TUIOINIa3UE€d  HOCOBOM  KOCTH,
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BeHTpUKyJoMeranueii. B  o0enx ciydasx JUarHOCTUPOBAHBI aHOMAJMHU
KApUOTHIIA.

JIByCTOpOHHSISI THENOAKTa3usi BCTpedanachk y 3-x mioaoB (8,5%) B
KOMOMHAIlMM C YBEJIMYEHUEM TOJIIUHBI BOPOTHUKOBOIO MPOCTPAHCTBA,
CriaxeHHbIM TpoduieM y 1iona. B omnom ciywae (33,3%) moarBepxaeHa
MHUKPOAYIUIMKAIMS JNIMHHOTO eya 13 mapbel XpoMOCOMBI. B ocTanbHBIX ciydasx
COUETaHUs MUEJIOAKTA3UHU C TUIIEPIXOTEHHBIX (POKYCOM B MHOKap/le reHeTuYecKas
MaTOJIOTHSI HE BBISIBJICHA.

AHOMaJIbHOE KOJIMYECTBO OKOJIOIUIOJHBIX BOJ BcTpevanoch y 4-x (11,4%)
OCpeMEHHBIX, B COYETAHUM C YBEIWYCHUEM TOJIIMHB BOPOTHUKOBOTO
MIPOCTPAHCTBA, KUCTO3HOM TMIPOMOM IIEH y IUIOJA, TUIIOIIa3ued HOCOBOU KOCTH,
BEHTPUKYJIOMETAINEH, HAPYIIEHUEM KPOBOTOKA, U TOJIBKO B BUJE€ MHOTOBO M. B
2-x (50%) cayyasix IMAarHOCTUPOBAHBI AHOMAJIMHM KapHOTHUIIA IUI0Ja (CHHAPOM
Knaitngenbrepa W MUKPOIYIUIMKAIIMS yYacTKa JUIMHHOTO Iuileya 14 mapsl
xpoMocombl). Takum o0Opa3oM, AWAarHOCTHYECKass 3HAYUMOCTh MHOTOBOJUS
BO3pACTaET IPU COYETAHUM C IPYTUMU MapKepaMU XpOMOCOMHOM MaTOJIOTHH.

[To nanubiM Tabmuisl Nel BuaHO, yto yBenmuuenue TBII Bcrpewaercs B 4
HO30JIOTUsIX M3 5. ['Wmo-/anmia3us HOCOBOM KOCTHM — BO BCEX HO30JIOTHSIX. JTO
CBUJIETENBCTBYET O HAMOOJBIICH 3HAUMMOCTH JAHHOTO dXOMapKepa B OTHOILIEHUU
XPOMOCOMHOMW NATOJIOTHH.

UyBcTBUTENBHOCTh MeTOAA Y3]| B OTHOLIEHUHM Pa3IMYHBIX XPOMOCOMHBIX
anomaymii  coctaBuina 90,91%, cnemubuynocts 54,17%, oTpumaTenbHOE
[IPOrHOCTUYECKOE 3HaYeHUE 92,86%, MOI0KUTEIBHOE IPOrHOCTUYECKOE 3HAUCHUE
47,62%, nuarHocTH4YecKas TOYHOCTh MeToAa cocTtaBuia 65,72%.

Takum o006pa3oM, Kaxaplii (akTop pHCKA, HMMEIOIIMHCA Yy >KECHIIUHBI,
BBISBJICHHBIN MeTogamMu Y3 u  bBX CcKpuHMHra, BHOCUT CBOW BKJaJ B
(dbopMHUpoBaHNE MOKA3aHUN K MHBA3WBHOW MPEHATAIBLHON TUArHOCTUKE, MOATOMY
HU OJHUM M3 HHUX HEJb3s MpeHeOperarb mpu peuieHud BONpOoca O MPOBEICHUU
MPEHATAJIBHOTO KAapUOTUIIMPOBaHMs. Takke Cleayer OTMETUTh, YTO €CTh
HEOOXOAMMOCTh MPOBEJACHUS WHBA3WBHOW TNPEHATAIbHOM JIMAarHOCTHKU TMpU
BBISIBJICHUM BEPOSITHOIO 9XO0 MapkKepa, HalmpuMep, YBEIWYEHUE TOJIIUHBI
BOPOTHHUKOBOI'O MPOCTPAHCTBA, THUIIO-/aruia3usi HOCOBOM kocTh. Kak BHIHO u3
MPOBEICHHOIO0 aHan3a, BBIIICYKA3aHHBII 3XOMapKep BCTpeyaycs MpU KaxIoMu,
UTOT€HETUYECKHU OATBEPKACHHON, XPOMOCOMHOM NATOJIOTUH.

HccnenoBanre ypoBHSI CBIBOPOTOUYHBIX OENKOB, YCTAHOBHIIO, YTO U3 35-TH
oOcnenyeMbIx TOIbKO y 23 OepemeHHBIX (65,7%) umenuch crnenupuyecKue
OTKJIOHEHHUE TTOKa3aTesie OMOXUMHUECKIX MapKEPOB.

B 6 (26,1%) cnydasx UIMTOT€HETUYECKHM HCCJICAOBAHUEM BBISBIICHA
XpOMOCOMHasi martojorus y mioaa. B ocramphbix 17-Tu ciydasx (73,9%) -
XPOMOCOMHBIN HA0OP TII0/1a — DYTUIOUTHBIH.

N3 12 OGepemennsix (34,3%) ¢ HOpMaJbHBIMH IOKAa3aTEJIEM YpPOBHSA
CBIBOPOTOYHOTO Oe€Jjika, HO uMerolme Japyrue ¢aktopbl pucka, y 5 (41,7%)
JMAarHOCTUPOBaHA T'€HETHUYECKas Marojorus mioAa. B ocraimpHBIX 7 cioydasx
(58,3%) xapuotun mioga 6e3 narojoruii (puc. Ned).
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Y 9 6epemennbix (39,1%) ¢ HaMMYUEM H30JUPOBAHHOTO OMOXMMHYECKOTO
(hakTOpa prcKa — XpOMOCOMHAs TaTOJIOTHUS HUCKITFOUYCHA.

26'1‘ 41,67

\_73,9

= OMHONONAOKUTENbHbIN BC = 10XKHOTOpMUATENbHbIMBC

" MCTMHHOMONOXKUTeNbHbIN BC = UCTUHHOOTPUUATENAbHbIN BC

Puc 4. YacTota XpOMOCOMHOI aHOMaJIMHU NPU OTKJIOHEHUSIX YPOBHS
CBIBOPOTOYHOTO OeJIKa.
N3ydyensl pe3ynbTarbl OMOXMMHUYECKOTO CKPUHUHIA OEPEMEHHBIX C
cuaapoMoM JlayHa y mioza.

28,57

\

\_71,43

® NO3UTHMBHBIE NO C-My [layHa ™ HeraTWMBHbIe no c-my [JayHa

Puc 5. PesynbraTsl OMoXuMHUueckoro ckpuHuHra oepemennsix ¢ CJ1 y miona.

N3 7 (63,6%) cinyuaeB ¢ cunapomoM JlayHa, y 5-tu (71,43%) umenu mecto
cnenupuyecKkre OTKIOHEHUS] YPOBHSI CHIBOPOTOUYHBIX OenkoB. Y 2-x (28,57%) —
MoKa3zaTesid OMOXUMHUYECKOTO0 CKpUHUHTA 0e3 n3MeHeHul (puc. Ne$).

UyscTButenbHOCTh MeToga WDA CBIBOPOTKM KpOoBU OEpEMEHHBIX B
oTHomeHUU XA coctaBuia 54,55%, cneuuduunocts 29,17%, MOMOXKHUTEIBHOE
nporuocruueckoe 3HaueHue 26,09%, orpunarensHoe 58,33%, nuarHoctudeckas
TOYHOCTH MeToAa coctaBuna 37,14%.

Takum oOpazoM, pe3yiabTaT OMOXMMHYECKOTO CKPUHHMHTAa BHOCHT CBOU
XapaKTepHBIA BKJIAA TIpud (HOPMUPOBAHWHM TPYNIBI BBICOKOTO pPHUCKA TIO
XPOMOCOMHBIM aHOMAaJUsIM Y TIUIOJa, B TO JKE€ BpEMS IOJIOKUTEIHHOE
MPOTHOCTUYECKOE 3HAYEHUE pe3yJibTara OMOXMMHYECKOTO CKPUHUHTA SIBISETCS
HU3KUM, YTO TPeOyeT NaIbHEUIINX KOMIUIEKCHBIX UCCIEA0BAHUIMA.
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[IpoBenén ananu3 BBIIBICHHBIX (DAKTOPOB pHUCKA, HUX KOMOMHALMA H
B3aUMOCBS3b [I0Ka3aHUH K IPEHATAIIbHOMY KapUOTUIIMPOBAHHUIO.

Taduuua 2.
KonuyecTBo BBISIBICHHBIX XA B 3aBUCUMOCTH OT NTOKa3aHUI
K IIpEeHaTaIbHOMY KapuoTUIUpoBaHuio (n=35), %.

[lokazanus KomnuecTBo cinydaeB XpOMOCOMHAas1 aHOMAJIHS

n % n %

Boszpact 35 ner wu 2 5,71 - -

6osee

XA y npeaplaymmx 2 5,71 - -

neTen

Tpancnokauus y - - - -

pOIUTENEH

JlanHblie sxorpadun 4 11,43 3 27,3

OTKIIOHCHUE 1 2,86 - -

CBIBOPOTOYHBIX

MAapKEpOB KPOBU

Coueranue 26 74,29 8 72,7

MOKa3aHUU

besycnemnocts - - - -

111019 13014%11(537

IpPOLEAYPHI

Bcero 35 100 11 100

Hawnbonee gacTeiM mokazaHueM K MPOBEACHUIO WHBA3MBHOW MPEHATATLHOM
JMATHOCTUKH SIBUJIOCh COUYETAaHWE BBISBICHHBIX (DAaKTOPOB pUCKA — 26 CiydyaeB
(74,29%).

B xone paboTel, mpeHaTaNbHBIM KAPUOTUITUPOBAHUEM JTHATHOCTUPOBAHO 11
ciydaeB (31,4%) xpomocomHOW aHoManuu Twioga. B 29 caywasx (68,6%) -
reHeTH4ecKask NaTOJIOrHs UCKITI0YEHa.

B rpyrmine 6epeMeHHBIX ¢ COUYETaHHBIMM TMOKa3aHUSIMU JHUArHOCTHUPOBAHO &
(72,7%) cnyyaeB XpPOMOCOMHOM MAaTOJOTHM, YTO SBJSETCA OOJBIIMHCTBOM
BBISIBICHHBIX aHoMmanui. M3 Hux: 1 ciywaid ycrtaHoBieH B I Tpumectpe myrtem
TpaHCca0JIOMUHAJIBHOM acnupauuu BopcuH XxopuoHa (12,5%), 4 cayuas (50%) -
MyTeM HCCIEAOBaHUs MyHNOBUHHOM KpoBu u 3 ciuydas (37,5%) - aHamuza
AMHHUOTUYECKOM KUIKOCTH.

B 3 (27,3%) caywyasx — TMOKa3aHUAMH TIOCTY>KWJIU YIIBTPa3ByKOBBIC
MapKepbl XpoMocomHoM narosioruu. Mccnenosanne nposeneHo Bo Il tpumectpe
OEpeMEHHOCTH 10 MYTTOBUHHOW KPOBH TUIOJA.

AHanmu3 COYeTaHHBIX (PAKTOPOB pHUCKA, SBISIIONIMECS IMOKAa3aHUEM K
WHBA3WBHON  MpEHATalbHOM  JMArHOCTUKE,  yCTAaHOBWJ,  YTO  CaMbIM
MIPOTHOCTUYECKU HEOJIAroNnpusTHBIM OKa3ajdach KOMOWHAIMS JAaHHBIX 3Xorpadun
Y U3BMEHEHHUE CHIBOPOTOUYHBIX MapkepoB. BrisiBieHo 5 ciydaes (62,5%).
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B ocranpHpiXx Hambosiee BEpOSITHBIX KOMOMHAIUSAX (AaKTOPOB pHUCKA
auarHoctupoBano 1o 1 cioyyaro (12,5%) (Tadi. Ne3).

Taoauma 3.
YacToTa BBIABIECHUI XA B 3aBUCUMOCTH OT COUETAHUSA ITOKA3aHUU K
MPEeHATaJIbHOMY KapUOTUITUPOBAHUIO, 0.

[Tokazanus Konnuecto XA (n=8) %
JlanHblie sxorpadun + u3MeHEeHHE 5 62,5
YPOBHSI CBIBOPOTOYHBIX MapKEPOB
Jlannbie sxorpaduu + Bo3pact 1 12,5
Janusie sxorpaduu + Bo3pact + 1 12,5

n3MeHeHue ypoBHsi CM

Bo3spact + usmenenue yposasa CM - -

N3menenus CM + XAy - -
NPEIbIIYIUX JETEH

Janusie sxorpaduu + Bo3pact + 1 12,5
XA y npeapliylux 1etTei

Takum oOpa3om, pe3ynapTaThl aHaldM3a YKa3blBAlOT HAa BAXHOCTb U
HEOOXOAMMOCTh IPOBEJIECHUS KOMOMHUPOBAHHOIO CKPUHMHIA, C YYETOM BCEX
dakTopoB pucka, kak B I Tpumectpe, Tak u Bo Il TpumecTpe 6€peMEHHOCTH.

IIpencraBiiensl pe3ysbTaThl aHajdW3a METOAOB WHBA3UBHOW NPEHATAIbHOMU
JMArHOCTUKM C KOJMYECTBEHHBIMH JaHHBIMA O BBISIBICHHOW/UCKIIIOUEHHON
TEeHETUYECKOM TAaTOJOTMM B COOTHOLIEHHWH K OOIIEeMy YHCITy TPOBEACHHBIX
MaHUNYJIAIUN (pUCYHOK Neb).

MeToae!
MHBasMK
(40)
[ — | —
Euvoncua
BOPCUH KopgoueHTes
XOpHMOHa (13)
| | | | |
Matonorna Matonorua Matonorua Matonorna
nogreepxaeHa UCKAHYeHa nogteepxgeHa UCKNKYEeHa
(1) 5) J o ©

Puc. 6. Pe3ynbTaThl aHaJIM3a METOA0B MHBA3UBHOM MTPEHATAILHOM
JIMarHOCTHUKH.

AMHuoueHnte3 mpoBeneH y 21 OGepemenHoit (52,5%), 4ro cocTaBisieT
OOJIbBIITYIO YaCTh MPOBEACHHBIN MPOLIEAYD.

K npeBocxomsdmum BO3MOXHOCTAM LUTOTE€HETHYECKOTO HCCIIEIOBAHUSA
AMHUOTUYECKOMN KUJKOCTH METOJOM XPOMOCOMHOIO MUKPOMATPUYHOIO aHAIU3a
ONPENECIIUTD SIBJISICTCS JTHArHOCTHKA MUKPOIYILITUKAIMOHHBIX 5
MUKPOJIEIECIIMOHHBIX H3MEHEHU B XpPOMOCOMAX.

45



B 2 cayuasx (18,2%) mMeTogoM XpoMOCOMHOTO MUKPOMATPUYHOTO aHAIU3a
JUAarHOCTUPOBaHA MUKPOAYIUIMKALMS ydacTKa JJIMHHOTO 1ieda 13 u 14 mapsl
xpoMocombl. B 1 ciyuae (9,1%) aurnoctupoBad cunapoM JlayHa. ¥V ocraimbHBIX
18 6epemennbIx (85,7%) — XpoMOCOMHAas MATOJIOTHS TUI0a UCKITIOYEHA.

CoryacHO pe3yJabTaTaM MCCIEIOBaHUSA BBITEKAET, 4YTO AaMHHUOILICHTE3 -
ABJISIETCS] PEANIOYTUTEILHBIM METOJIOM 3a00pa Onojornyeckoro Marepuana Bo Il
TpUMEMTpe OCpEeMEHHOCTH, KaK HamOojee Oe30macHBId, MEHEE TpaBMATHYHBIMH,
OBICTPBINA 110 BPEMEHU BBITIOJHEHUS U TEXHUYECKHU JOCTYITHBIN CII0C00.

UyBCTBUTENHHOCTh ~ XPOMOCOMHOTO  MHUKPOMATPUYHOTO  aHaIM3a B
OTHOIIEHUU XPOMOCOMHBIX 3a0oneBaHuii - 66,67%, cnenuduanocts 100%,
OTPULATEJIBHOE  IPOrHOCTUYECKOE 3HaueHue - 94,4%, 1ON0XKUTEIBHOE
nporaoctuueckoe 3HaueHue 100%, nuarHoctTudeckas TO4UHOCTh MeTo1a - 95%.

CrnenoBaTeNnbHO, WCCIECIOBAHNE OKOJIOTUIOJHBIX BOJ ITyTEM XPOMOCOMHOTO
MUKPOMATPUYHOI'O aHajiM3a HEOOXOJMMO CYHMTAThb OJHUM W3 HPUOPUTETHBIX
METOJI0B JJAOOPATOPHOTO UCCIIEIOBAHUS B OTHOIICHUH aHEYIIJIONIUM.

N3yuen ucxoq 6epeMEeHHOCTH TOCIIe MTPOBEACHHBIX HHBA3UBHBIX MPOLIETYP.
B 28-mu cinywasx (70%) — OepeMEHHOCTb 3aBeplIniach POJaMHU 3JI0POBBIM
mwiogoM. B 9-tu cnyuasx (22,5%) — 6GepeMeHHOCTh IpepBaHa IMOcje MOTyYeHUs
pPE3yJbTaTOB IIUTOTCHETUYECKOTO aHaIN3a U 3aKITIOYCHHS TeHETHKA.

B 2-x cayudasx (5%) oTkaza oOT mnOpepblBaHUA NpU AUATHOCTUPOBAHHOU
XPOMOCOMHOUW MATOJIOTHH — POJBI, TJIOJOM C TEHETUYECKOW AaHOMAJIUEH.

B I-m (2,5%) cnyuae pomwics mion ¢ cu"apoMoM JlayHa, mpu umeroniemcs
OTpHUIIATEIILHOM pe3yJbTaTe JIabopaTopHOro ananusa (Tadm. Ned)

Tadaunua 4.
Hcxonpl OepeMeHHOCTH TTOCJIe HHBA3UBHBIX MTPOLIEAYp, Yo.

Ncxonpl KonmuectBo naBasuii (n=40) %
PoJb1 310pOBBIM MIIOOM 28 70
[IpepriBanne OepeMEHHOCTH TIO 9 22,5
MEJIUIIMTHCKUM MTOKa3aHUSIM
IlepunaranbpHpie TOTEPU OT 3-X 0 0
Henenb nocie NI
ITepunartanbHbI€ TOTEPU B TCUCHUE 0 0
2-x Henenp nociue NJI
OTka3 OT mOpepeiBaHUS  NpH 2 5,0
AMEIOIIENCS TeHETUYECKOMN
narojoruu (noareepxaeHuon [1]1)
Ponpr C T€HETHUECKUM 1 2,5
3a00JIeBaHUEM TPU UCKIIOYEHHOM
71a00paTOPHOM aHAJIN3e

UyBCTBUTEIPHOCTh MHBA3WBHOM MpeHATAIbHON JUArHOCTHMKUA COCTaBUIIA
90,91%, cnemudpuynocts 100%, oTpuULIATENbHOE MPOTHOCTUYECKOE 3HAYEHUE
96,67%, nonoxutenbHOoe MporHoctudeckoe 3HadeHue 100%, nuarHoctuyeckas
TOYHOCTH 97,5%.
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Takum  oOpa3om, WHBa3WBHAs  JUATHOCTHKA, C  TMOCIEAYIOIIAM
[IUTOT€HETUYECKUM HCCJIEIOBAHUEM, SIBJIIETCS 3aBEPIIAIOIIUM M JTOCTOBEPHBIM
METOJIOM TMPEHATAIbHOIO CKPUHHUHIA C 1EJIbI0 BBISIBICHUS T€HETUYECKHX
MATOJIOTHH 11012 Y O€pEMEHHBIX JKEHILMH B TPYIIIE BEICOKOTO PUCKA.

C uenbl0 CHWXKEHUS MHTpa- M [OCJIEONEPAMOHHBIX  OCJIOKHEHUN
WHBA3UBHBIX METOJIOB TNIPU TpaHCAOJOMUHAJIBHOM 3abope OHOJOTHYECKOTo
Marepuasia — uszydeHa 3(G(PEKTUBHOCT, MPUMEHEHHUS OMOTICUIHHON Hacaaku s
VIBTPA3BYKOBOTO JaTYMKa WM CHEIUAIBHOTO Jepkarens-xomnaepa (puc. Ne7), B
CpPaBHEHUU C JAHHBIMH JIUTEPATYPHBIX MCTOYHHKOB WCIIOJIb30BAHUS CTAHIAPTHOU
TeXHUKH 3a00pa (puc. Ne§).

www. baltmed.ru

Puc. 7. YcoBeplieHCTBOBaHHAsI TEXHHUKA 3a00pa OMOJIOTUYECKUX CPE/I.

B pe3ynbraTe mNpuUMEHEHHs] YCOBEPIICHCTBOBAHHOM TEXHUKH 3abopa
OMOJIOrM4ECKOro MaTepuana Iuoja - MHTpa U IOCie ONEPALUOHHBIX OCJIOKHEHHUN
He oTtMmedanoch.  (CienoBaTeNbHO, JAHHYIO TEXHUKY CJEIyeT CUMTaThb Kak
HanOosee OE30MACHYI0 M MPAKTUYECKH YCOBEPIIEHCTBOBAHHYIO B IIPEHATAIbHOM
CKpUHUHTE.
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Puc. 8. CrangaptHas TexHUKa 3a00pa OUOJOTUUECKUX CPEI.

VHHUKaTBbHOCTh JTAHHOM TEXHHMKM OCHOBAHO Ha TOM, YTO Ha OMOIICHMHOM
HacaJKe, MPUBSA3BIBAEMON K YJIbTPa3BYKOBOMY JATUMKY, UMEETCS CIEIUATbHBIN
WUIJIOBOJIMTENb, € 2-MS  TOYKaMH  TPUIIOKEHUs, Omarojgapss  KOTOPOM
OCYIIECTBIISIETCS  OJIHOHAINPABIICHHBIM X0 WIUbl. JlaHHasg TEXHUKA JaeT
BO3MOXHOCTh KOHTPOJIMPOBATh IIPOBOIMMBIC MAaHEBPHI C UTJION MpHU OJU3IICKAIICH
MYIOBUHE IUIOJA, IPEMATCTBYKD CMEIICHUIO WIVIBI W3 TI0JA 3peHus. Takxke,
BBIIIEYKA3aHHBIM ~ METOJ JA€T BO3MOYKHOCTh TMOCTOSHHOW  BHU3yaJW3alluu
OXOTCHHOT0 KOHYMKAa WIJIbI, Ja0bl H30ekaTh TpaBMbl IIJI0Ja, IUIAIICHTHI U
MYIIOBUHBI BO BPEMsS MOTEPH BU3YAJIbHOM KapTuHbl. [Ipu cMemeHnn BUAUMOTO
ydacTKa CBOOOHOM TETIN MyMTOBUHEI, MPOKOJI KOTOPOH TUTAHUPYETCS i 3a00pa
KpPOBH, MapauIeJIbHBIMM HAKJIOHAMHM  YJIbTPAa3BYKOBOTO JIaTUMKA HMMETCS
BO3MOKHOCTh BOCCTAHOBHUTH BHU3YAJIM3AlIMI0, M TPU OSTOM OJHOBPEMEHHO
KOHTPOJIMPYIO 9XOT€HHOE OCTPUE UTJIBI.

HacrtpauBaemblii yron Bkona uribl paBeH 30-45°, 4TO Ha€T yHHUKaIbHYIO
BO3MOKHOCTh OIPEICIINTh HAAEKHYIO TOYKY BKOJIA B CIy4ae, €CJIM BUIUMBIN
y4acTOK CBOOOIHOM TMETJIM MYMOBUHBI IJ10/1a BU3YAJIM3UPOBATh B IIEHTPE HUKHETO
noitocst Y3 MoHuTOpa. BeiOpaHHBIN yros1 JaéT BO3MOXXHOCThH O0jiee MATKOMY U
0e30MacHOMY BXOJYy OHWONCUHWHONW WIJIBI B MYMOBUHY IUIOAA, MPEMSITCTBYET
KOHTAMHUHALIMM KPOBU C MATEPUHCKHMH KJIETKAMH, OKOJIOIUIOJHBIMU BOJAMH H
CIOCOOCTBYET MEHBIIIEH KPOBOTOUMBOCTH U3 MECTA UHBECKIIUH.
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[IpoBenenne TpaHCAOJOMHMHANBHOW acCMUpallMd BOPCHH XOpPHOHA C
OPUMEHEHUEM CHEIHUAJIBbHOTO JepKareiass W OWONCHMIHONW Hacaaku Jaer
BO3MOKHOCTb BBITNIOJIHEHUSI IPOLEAYPbl C HAUMEHBIIUM PUCKOM OCIJIOKHEHUH,
KOHTAI[MHAIIUM MATEPUHCKUMH KJIETKaMH, a OJHOHANpPABICHHBIA XOJ UIJIbl AAa€T
YHHUKaJIbHYIO BO3MOKHOCTh OCTaBaThCsl B TOJILE XOPUOHA IIpU 3a00pe MaTepuaia,
HPEMSTCTBYS MPOKOJIYy aMHHOHA M TPaMBBI IIJI0/1A.

Takxe npu BeIMoJHEHUU TexHUKH 3a00pa TAABX uMmeercs BO3ZMOXHOCTB
HEOCIIO’KHEHHOT0 3a00pa OMOJIOTMYECKOro MaTepraia Ipu JII00OM PacIoNOKEHUN
XOpHOHA, HEKEJH MPHU TPAHCIIEPBUKAIBHOM JIOCTYIIE.

HemanoBaxxHoe 3HaueHWE HMEET TO, YTO JaHHasg TEXHHKA JaeT
BO3MO>XHOCTh HEOOXOAMMOI0 U JOCTaTOYHOTO 3a00pa OMOJIOTMYECKOTO MaTepuaa
B KAaueCTBEHHOM U KOJMYECTBEHHOM IUIaHE, YTO JaeT BO3MOXKHOCThb IPOBECTU
OpoLeAypy C NEpBOM MONBITKM W JUKBUJIMPOBATH IPOBEACHHUE MOBTOPHBIX
BMEIIATENCTB, TEM CaAMbIM CYIIIECTBEHHO CHU3UTh PUCK OCIIOKHEHUH.

CHmxaeTcst pUCK TaKMX OCJIOXHEHHMM Kak TpaBMa IJI0Ja, IPOKOJ MyIIOBUHBI,
JUINTEIbHOE KPOBOTEYEHHUE M3 MECTa MHBEKIMH, TEMOTOMA ITyIOBUHBI U3 MECTa
UHBEKIUHU, TPaBMa COCEAHMX MU OJM3JIEKAIIUNX OPraHOB, CHMKAET PUCK YIPO3bI
BBIKU/IbIIIA M TMOEIH I1J10/1a, HEYJauHasl BBIIIOJHEHHAS IPOLIETypa.

Takum 00pa3oM, MpoBeACHNE KOMIUIEKCHOTO MPEHATAIBHOTO CKPUHUHTA Ha
pPaHHUX CpOKax TIecTalliH, BKIIOYAIONIET0 B ce0s BCEro ATambl O0CIeIOBaHUS
(ynbTpa3ByKoBas JMArHOCTHKA, OMOXMMHUYECKHN aHaJIW3, WHBA3UBHBIA METO.),
CIIOCOOCTBYET  yYMEHBIIEHUIO KOJMYECTBa HEOOOCHOBAHHBIX  INPEPbIBAHUMN
OepeMeHHOCTH, a TaKXKe JAMArHOCTUKE BPOXKICHHBIX U  HACJIEICTBEHHBIX
3a00JIeBaHUN IJI0J]a, YTO B CBOIO OYEpE/lb HEMOCPEIACTBEHHO OTPa3UThCS Ha
TeHETUYECKOM I'Py3€ U MOIYJISIUUA CTPAHBI.

BBIBO/IbI

1. Haunbonee BaxkHbIMU Y3 IpEeIUKTOPAMU PUCKA XPOMOCOMHBIX 3a00JI€BaHUI

cnyxkat yBenuuenne TBIT (11,25%), rumno-/anna3usi HOCOBOM KOCTH
(9,27%), KUCTBI COCYIUCTBIX CIUIETeHUN — 7,75%, BEHTpUKYyJIOMETanus H
sxonpuszHaku BIIC — 6,23%; a Takke M3MEHEHUsS YPOBHSI CHIBOPOTOYHOIO
oenka PAPP (26,1%) B I tpumectpe Oepemennoctu u XI'4 (60,9%) Bo II
TPUMECTPE.
B rpynne Bo3pacTHbIX OepemeHHbIX B 17% ciydyaeB BbIABIIEHA
reHeTUYecKass NaToJorus y IUIoJa, TOorja Kak y OepeMeHHbIX 0e3
MMEIOIIIETOCS] BO3PAaCTHOTO pUCKa MaToJIorTus mioga Habmonanack B 38%,
4YTO TOBOPUT O HEOOXOJUMOCTU MPOBEACHUS TIITyOOKOTO, MOJHOLIEHHOI'O
KOMOMHHMPOBAHHOI'O IPEHATAJBHOTO CKPUHUHIA Y Kaxa0d OepeMEeHHOH,
HE3aBUCUMO OT BO3pacTa.

2. Ananu3  pe3yJabTaTOB  MPOBEJECHHOTO HMHBAa3MBHOIO  IPEHATaJIbHOIO
CKpUHUHIa OEpeMEHHBbIM B TpPYyIIE pUCKA MOATBEPAWI BBICOKYIO
MH()OPMATUBHOCTh YBEJIWYEHUS TOJIIMHBI BOPOTHHUKOBOTO IMPOCTPAHCTBA
IJI0Jla IO JIaHHBIM YJIbTPa3BYKOBOTO CKpuHUHra - 81,82%, a Takxke
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TUIOIUIa3uH HOCOBOM KocTh — 54,55%., KOTOpas MpOBOJAUTCS B COYETAHUU
HXOMApPKEPOB C APYTUMH PaKTOpaMH pUCKa.

Pe3ynbraTel n3ydyenus aHanusza GakTOpoB pUCKa T€HETUUECKON MaTOJIOTUH Y
IJI0Jla CBUAETENIBCTBYIOT O TOM, 4YTO HamboJiee UyBCTBUTEIbHBIM H
crenuUUHBIM OKa3aJIuCch cOYeTaHHbIE MoKa3aHus (74%) K MpeHaTaJIbHOMY
kapuotunupoBaHuto. CouetanusimMu Y3 u bX mMapkepoB sBIIsSIFOTCS HanboJiee
3HAYUMBIMU B MPOBOJAUMOM CKpUHHHTE (62,5 %).

O} PexkTUBHOCTh IUTOTCHETUYECKOTO MUCCIIECIOBAHUS U3 aMHUOTHIECKUX BOJT
coctaBiger 95% U MO3BOJSIET OMPENEIUTh HE TOJBKO KOJIMYECTBEHHbBIC
U3MEHEHUS B KApUOTUIIE TUIOAA, HO W CTPYKTYPHBIE TIOJIOMKH.
UysctBuTenbHOCTh 66,67%, crnenuduunocts 100%, nuarHoctudeckas
TOYHOCTh MeToAa - 95%.

VY coBepilleHCTBOBaHA TEXHUKA TpaHCabIOMUHAIILHOTO 3abopa
OMOJIOTHYECKOr0 Marepuasia Iuiojna (IpeaoTBpaTHiIoO HEOOOCHOBAHHOE
npepeiBaHUe OEPEMEHHOCTH 370pOBbIM TUIoOM 70%), miIa I1UTO- |
MOJICKYJISIPHO-TEHETHUECKOTO MCCIIECIOBaHMs, C TPUMEHEHHEM OMOTICUHHON
HACaJKM Ha YIbTPa3BYKOBOM [aTYMK M CIEUUAJIBHOTO JepXKaTens —
X0Jijiepa, CrocoOCTByolre 0osee 0€30MaCHOMY U HaJIEKHOMY MTPOBEICHUIO
MaHUIYJSIUU  (CHUKAET OclokHEeHUus 10 15%), a Takxke MOBBIIICHUIO
KadyecTBa U KOJIMUECTBa 3a00pa OMOIOTMUECKUX CPpell Y TJI0a.

. ANTOPUTM MOATAITHOTO MPEHATAIBHOTO CKPUHUHTA, BKIIOYAIOMIMK B cels

o0s3aTeIbHOE  TPOBEJACHHE  MEIUKO-TEHETHYECKOW  KOHCYJIbTAIUH,
YIBTPA3BYKOBOM M OMOXMMUYECKUN CKpUHUHT Kak B I Tak u Bo Il TpumecTpe
OEpeMEHHOCTH, C TPUMEHEHHUEM WHBA3UBHBIX METOJOB MPEHATAILHON
JMArHOCTUKH BPOXKICHHBIX HACIEJCTBEHHBIX U TEHETHUECKUX 3a00JIeBaHUMN
y IJI0/a, TIO3BOJIUT CHU3UTh T'€HETUYECKUUN Tpy3 MOMYJIALNH, CHUKEHHEM
(MHAHCOBBIX 3aTPAT CO CTOPOHBI OIOKETa rocyaapcTBa Ha 18%.
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INTRODUCTION (annotation of the PhD dissertation)

The aim of the research is to optimize the methods of prenatal diagnostics
for the detection of chromosomal and genetic diseases in the fetus.

The tasks of the research are:

carrying out a retrospective analysis of biochemical and ultrasound markers of
the fetus in pregnant women to identify risk predictors of chromosomal diseases;
analyzing clinical (age, anamnesis) data and assessing the results of biochemical
and ultrasound screenings of the fetus in pregnant women in the risk group;

distinguishing the most significant ultrasound signs of chromosomal
pathology of the fetus by verifying them through the invasive screening of
pregnant women; studying the possibilities and combination of combined prenatal
screening indicators; studying the main characteristics of the cytogenetic research
of chromosomal abnormalities in the amniotic fluid to increase the effectiveness of
prenatal screening;

improving the technique of sampling biological material through an invasive
procedure; studying the effectiveness of using a biopsy attachment for an
ultrasound probe and a holder to reduce intra- and postoperative complications;

developing an algorithm for conducting a comprehensive prenatal screening.

The object of the research were 40 pregnant women included in the high-
risk group for hereditary diseases in the fetus and sent from treatment-preventive
medical institutions of the Republic of Uzbekistan (Republican Specialized
Scientific and Practical Medical Center for Obstetrics and Gynecology, Republican
Screening Center, Republican Specialized Scientific and Practical Medical Center
for Hematology of the Ministry of Health of the Republic of Uzbekistan, Regional
Screening Centers) to carry out invasive methods of prenatal diagnostics.

Scientific novelty of the research consists of the following:

for the first time, the criteria have been improved for identifying risks of
development of hereditary diseases, and the prognostic capabilities of ultrasound
and biochemical screenings in the early diagnosis of the birth of children with
chromosomal diseases have been studied;

for the first time, the sensitivity and specificity of prenatal diagnostic methods
in the early prenatal detection of genetic diseases have been studied;

for the first time, the technique of sampling biological material using a biopsy
attachment for an ultrasound probe and a holder has been improved to reduce the
incidence of postoperative complications;

for the first time, a differentiated approach has been worked out to the
management of pregnant women with a high risk of development of hereditary
genetic pathology in the fetus.

Implementation of the research results. Based on the obtained scientific

results on optimization of antenatal diagnostics of genetic pathologies:
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a methodological recommendation entitled “An algorithm for intrauterine
diagnostics of hereditary diseases in the fetus in the early stages of gestation” has
been published (Certificate No.8n-1/456 of the Ministry of Health of the Republic
of Uzbekistan as of 23 November 2020). This methodological recommendation
contributes to carry out a complex prenatal diagnosis of chromosomal and genetic
abnormalities in early pregnancy terms, and makes it possible to prevent the birth
of children with severe uncorrectable malformations, thereby reducing the genetic
burden of the population;

the invasive methods of prenatal diagnostics have been introduced into the
practical healthcare, in particular, into the Republican Specialized Scientific and
Practical Medical Center for Obstetrics and Gynecology. The developed algorithm
has been introduced into Tashkent Regional Perinatal Center and Kibray Regional
Medical Association (Certificate No.8n-d/13 of the Ministry of Health of the
Republic of Uzbekistan as of 15 January 2021).

The economic efficiency of the introduction of the research results is
determined by a decrease in financial costs to 18% both of the family and the state
budget allocated for the provision and maintenance of the life of people with
hereditary pathology, and significant improvement in the quality of rendering
specialized medical care.

Publication of the research results. On the theme of the dissertation, a total
of 10 scientific works were published. Of these, 9 articles were published in the
scientific journals recommended by the Supreme Attestation Commission of the
Republic of Uzbekistan for publishing the main scientific results of doctoral
dissertations including 4 articles in republican and 5 articles in foreign journals.

The structure and volume of the dissertation. The dissertation was
presented on 125 pages consisting of contents, an introduction, the main part (four
chapters), conclusions, a list of used literature, a list of conventional signs and
terms, as well as appendixes.
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