COCYZIOB, HEPBOB, CYXOXWJIHI; OONIMPHBIE PAaHBI JIOOOW JOKAIM3aUU C JeHEeKTOM
TKaHEeW, TpeOyromue i HX 3aKpbITUs IJIaCTUYEeCKUX onepauuid. [lmaHoBble
MOKa3aHUs — IMOCIEJCTBUS TPABM KOHEYHOCTEH C MOBPEKICHUEM COCYJIOB, HEPBOB,
CYXOXUJIUU; KOHTpakTypa JromoutpeHa; Oecrnanas KUCTh, OTCYTCTBHE 1-T0 majiblia
WIM JPYTdX TajdblieB KHUCTH; KOMIIPECCHOHHO—MIIIEMUYECKHE HEBPOIATUH,
BapHUKOIIEJIe; BaCKYJIOT€HHAss UMITOTEHIIUS; 00TypaIllioHHOe OeCIIoane; BapuKO3Hasl
0o0JIe3Hh ~ HIDKHMX  KOHEYHOCTEH  C TpopuUecKUMH  Si3BaMU  TPEOYIOIIUMHU
MJACTUYECKOTO  3aKkphiTusA.  Ilo acTeTMYecKkuM  TOKa3aHUAM:  BPOXKIAEHHBIE,
pUOOPETCHHBIC, BO3PACTHBIC M3MCHEHHUSI TKAHEH JIHIlA, TYJIOBHUINA U KOHECUHOCTCH;
U3MEHEHHS (OPMBI 1 pa3MEPOB MOJIOYHBIX KeJE3; T0OpOKadeCTBEHHBIE OOPa30BAHMS
Hapy»kHOM Jsokanu3aruu. B 2024 rtoxy BemonHeHo 1766 onepamwid — 256
AKCTpeHHBIX omepanuii U 1510 miaHoBBIX (M3 HUX MO ICTETUYECKUM “HOKa3aHUSIM
653).

BbiBoabl. OTKpBITHE OTAEIEHUS W PA3BUTHE MUKPOXUPYpruu B ['pOIHEHCKOMN
o0JlacTh 3TO OYEpPENHOW HTal YBEIUYCHUS BO3MOXKHOCTEH XUPYproB JUis
COBEPIIICHCTBOBAHUS U BO3MOXKHOCTEH MallMEHTOB MOJydaTh HEOOXOAMMYIO TTOMOIIIb
B PErMOHE MPOKUBAHUS.
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SHAYEHUE KAPUOTUIINPOBAHUA B IINTAHUPOBAHUHA
BEPEMEHHOCTIY CYIIPYXECKHUX IIAP
C PEITPOAYKTUBHBIMMU ITPOBJIEMAMUAU

Typcyunoaeea /I.b., Tyituuoaesa H.M.
Tawxenmckas MeOuyuHcKas akaoemus

AKTyasbHOCTh. KapuoTunupoBaHue  sBISETCS  OJHUM M3 KIIOUYEBBIX
JTUArHOCTUYECKUX METOJO0B I BBISIBICHUS XPOMOCOMHBIX aHOMAIHM, KOTOpBIE
MOTYT OBITh TIPUYMHON OECIIONIMSA, MOBTOPHBIX BBIKMABIIIEH W POXKIEHUS JIETel
C BpOXKJICHHBIMU TopokaMu pa3Butus [1]. CoBpeMeHHbIE TaHHBIE YKa3bIBAIOT Ha TO,
YTO reHeTUYeCKHe (PaKkTopbl COCTABISIOT 10 15% ciydaeB penpoayKTUBHBIX Heydau
yaap. [2]. - JlnarHOCTMKa XpPOMOCOMHBIX AaHOMAaJHMil Ha 3Tane IUIAHUPOBAHUS
OCpeMEHHOCTH MOXET CHU3UTh PHCK PpOXIEHHUS JIeTell ¢ reHeTHYeCKUMU
3a00JIeBaHUSIMH, YBEIMUUTH IIAHCHI HA YCIEIIHOE 3a4aTHe U OEPEeMEHHOCTbh, a TaKXKe
IOMOYb B MPUHATHM  OOOCHOBAaHHBIX  PELICHUM 110 JICUEHUIO  Oecruionus
Y IIPOBEJEHUIO NIPEHATAIbHON AUArHOCTHUKH [3].

Heas. llenp uccienoBaHus OLEHUTh  3HAYUMOCTb  KapPUOTUIIMPOBAHUS
B IUIAHUPOBAHUHM OEPEMEHHOCTH Y CYNPYKECKUX Map ¢ OECIUIOAUEM, BBIKUJIBIIIAMM,
a TAK)KE OINPEIEIUTh YaCTOTY XPOMOCOMHBIX aHOMAJIUW Y ATUX MAlUEHTOB.
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Metoabl mucciaenoBanusi. B uccnenoBanme Obpuio BkimoueHo 64 mapsl,
oOpaTHUBIIMECS 3a KOHCYJIbTAIIMEH 10 BOMpOocaM OECIUIONUSl WU  MOBTOPHBIX
BBIKHIbIIIEH. BceM mapam ObUIO MPOBENEHO IMTOTEHETHYECKOE HCCIEIOBAHUE —
KapUOTUIIMPOBAHUE JJI1 BBISBJICHUS BO3MOXKHBIX XPOMOCOMHBIX aHOMAJUH.
[TonydenHsie JaHHBIE OBLIM MPOAHAIM3UPOBAHBI 10 YaCTOTE U THUIIAM XPOMOCOMHBIX
aHOMAJIH, a TAK)Ke MO KIMHUYECKUM JaHHBIM MallUeHTOB.

Pe3yabTarhl U X 00cy:kaenue. B xone uccienoBanus Ob110 o0cienoBano 64
napbl, ¥ B HEKOTOPBIX CIy4yasx BBISBICHBI Pa3IMYHbIe XPOMOCOMHBIC AHOMAJIHH.
VY ABYyX OSKEHIIMH OBbUIM JUAarHOCTUPOBAHBI COAJAHCUPOBAHHBIEC TPaHCIOKAINH,
KOTOpbIE MOTYT HE BIUATh Ha (EHOTHI, HO MOTYT MPUBOAUTH K PEPOMYKTHBHBIM
npoOiemMam, TaKuM Kak OECTUIOANe WA MOBTOPHBIE BBIKUIBIININ W3—3a 00PA30BaHUS
HeCcOAIaHCUPOBAHHBIX TaMeT. Y OJIHOM >KCHIMUHBI ObUT 0OHapykeH Kapuoruil XY,
YTO yKa3bIBAET HA HAJIMYKME HAPYIICHUS MOJIOBOTO Pa3BUTHS, KOTOPOE MOKET BIUATH
Ha (DepTUITBHOCTD U JIPYTHE aCHEKThl PEPOTYKTUBHOIO 37]0POBbSI.

VY nByX My>X4MH HMUTOT€HETUYECKUN aHaIu3 BhISIBIII cuHApoM KnaitHdenbTepa,
COCTOSIHUE, XapaKTepHU3yIoIleecs HaluuueM JuiHer X<xpomocomsl (47,XXY), uTo
4acTO NPUBOAUT K OCCIUIONUIO | HAJIMYMIO cherupuueckux. (HEHOTUIMHMYECKUX
npu3HakoB. Kpome TOro, y ogHOW >KEHIIMHBI OblIa AMArHOCTHPOBAHA JIEJIEIIUSI
KOPOTKOTO Iuieda X—XpPOMOCOMBI, UYTO MOMKET » OBITb CBSI3aHO C CHHIPOMOM
[epemeBckoro—TépHepa WM APYTUMH PEAPOAYKTUBHBIMU U Pa3BUTHEMBIMU
npobJjieMaMu.

Taxkxe y oJHOTO MY>XUWHBI ObUT BBISIBJIEH MHBEPCHUPOBAaHHBIN ydacTok pP12;q13
XpPOMOCOMBI 9, CTPYKTypHasi mepecTpoika, KOTopasi MOXKET WM HE MOXKET BIIHSITh
Ha GEePTHIIBHOCTh B 3aBUCHUMOCTH OT TOFO, . 3aTparuBacT Jid OHA (DYHKIIMH TEHOB.
VY apyroro MyX4WHBI OblTa OOHApY’)KeHA  JAelenus B Y—XPOMOCOME, YTO 4YacTo
ACCOIMUPYETCS C MY>KCKUM OECIIONKEM M3—3a HAPYIICHHOTO CIIepMaToreHes3a.

BoiBoabl. KapuoTunupoBanue SBISIETCS BaXXHbBIM METOJOM JUArHOCTUKU
XPOMOCOMHBIX aHOMaJIUiLy Hap.c O€CIIOMEM U MOBTOPHBIMU BBIKUIBIIIIAMU.

KapuotunupoBanme HMOMOTaeT BBIIBUTH XPOMOCOMHBIE aHOMAJWH, 4YTO
CIOCOOCTBYET TOYHOM ¢ TUATHOCTUKE PEMPOAYKTUBHBIX HEyAad | MOJICPKUBACT
000CHOBaHHOE MPUHSATHE PEIICHUN B JICUCHUH.

BBenenue. < KapHOTUNIUPOBAHUS B PyTUHHYIO  MPAKTHKy  IUIAHUPOBAHMS
OEpEeMEHHOCTH MOXKET YIIYUIIUTh PEPOTYKTUBHBIE UCXOIBI.
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