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[To mamHeM omyOnmKOBaHHBIX B xkypHaie Cytogenetic and Genome Research yuensie u3
Poccnn co3pmanm TEHETHYECKMM TECT, KOTOPBIA IIO3BOJIUT OINPEAEIUTh Y IKEHIIUHBI
CKJIOHHOCTh K HEBBIHAIIMBAHUIO OEPEMEHHOCTH WJIM Pa3BUTUIO y peOEHKAa CEphbe3HOTo
T€HETUYECKOro 3a00JIeBaHMsl, COMPOBOXKIAIOIIETOCSI YMCTBEHHOM OTcTanoctbio. OH OyaeT
IpelHa3HayeH JAJIs TeX, KTO YK€ CTOJIKHYJCS C MOJ00HOM mpoOiemMol U MJIaHUpPYET CHOBA
3aBECTH AeTel. B ciaydae ecnu y MalUMeHTKH BBIABAT ONPEACICHHYIO CKPBITYI0 MYTAlUIO, €1
OyJeT pEeKOMEHJOBAHO NPOHTH MPOLEAYypPY SKCTPAKOPHOPATbHOIO OIUIOAOTBOPEHHUS  C
Ipe/IBAPUTENbHBIM T€HETUUECKUM TeCTUpOBaHuEM 3MOproHa. Yuensle HUW Meauuunckon
reHetukn Tomckoro HMMI[ BBIABUIM CKpBITYI0O MyTanuiO B X-XpOMOCOME, KOTOpas
CcrocoOHa MPUBECTH K MPEPHIBAHUIO OEPEMEHHOCTH WJIM PAa3BUTUIO y PEOEHKa CEpbEe3HOTO
T€HETUYECKOro 3a00JIEBAHMSI, COITPOBOKIAIOIIETOCS] YMCTBEHHOM OTCTANIOCThIO, COOOIINIIN B
MuHoOpHayKH.

YroObl HANTH TaKyr0 MyTaI1I0, TOMCKHUE T€HETUKU ITPOBEIH UCCIIEI0BaHUE, B KOTOPOM OBLIO
3anerictBoBaHo Oojyiee 300 >keHuuH, morepsBmMX mioA. [lo cimoBam Mmaximiel HaydHOU
cotpynnuiibl tadboparopuu ontorenetnkn HUM menunmuckoit renetuku Tomckoro HUMI|
EnuzaBersl DOHOBOUM CTajno0 HMHTEPECHO, MOXKET JU OBbITh MPUYMHONW HEBBIHAILIWBAHUS
OEpEMEHHOCTH y 3J0POBBIX KEHIIWMH HAIUYUE CKPHITOM MyTaluu Ha X-xpomocoMe. OObIYHO

y JKCHIIUH MTPOUCXOJUT PABHOBEPOSITHAS HHAKTHUBAIMS X-XPOMOCOMEBI: B TIOJIOBUHE KIIETOK
aKTMBHAa X-XpOMOCOMa, IOJyYe€HHas OT Marepu, B APYrod MojoBHHE - oT oTma. OnHa
OOBSCHSIET, YTO B HEKOTOPBIX CHUTYyalHsIX MPOUCXOAUT CMEIICHHE, KOrJa, K MpUMepy,
yYHaCJIeIOBaHHAS OT OJTHOTO M3 POAUTENCH X-XpOMOCOMA «BBIKITIOYACTCS» (MHAKTUBUPYETCS)
B 90% kieTok u 6osiee. B Takux ciyyasx JKEHITUHA MOXKET ObITh HOCUTEIHHUIICH MyTalliy Ha
X-XpoOMOCOME M HE TT0I03peBaTh 00 3TOM, TOTOMY YTO 3Ta XpOMOcoMa He paboTaeT.

Tperb TaMEHTOK, y KOTOPBIX OBUIO BBISIBICHO CYIIECTBEHHOE OTKIOHCHHE OT
PaBHOBEPOSITHOW MHAKTUBAITUM X-XPOMOCOMBI («MOJTYaHHE» OONBIIMHCTBA T€HOB HA OJHON
U3 JIBYX XpOMOCOM X) JCHCTBUTEIHHO MMEIH Ha HEH MHKPOCTPYKTYpPHBIE XPOMOCOMHBIE
HapymieHusa. OHM HUKAaK HE TPOSBWINCH y ITHUX JKCHIIMH, OJHAKO CTAd TPUYMHOU
HEBBIHAIIMBAHUS OEPEMEHHOCTH U IIPUBEIIN K THOCIH IUI0/a, pacckazana EnnzaBera ®oHoBa.

AHanu3 XxapakTtepa HHAKTUBAMA X-XpPOMOCOMBI MOJKHO TPUMEHSITh B KayeCTBE
JIOTIOJTHUTENIBHOTO TECTa JUIsl JKEHILMH, KOTOPbIE CTOJKHYJIUCH C MPOOJIEMON MpepbIBAHUS
OEpeMEHHOCTH WJIM MMEIOT peOeHKa C HACIEJICTBEHHBIM 3a00JeBaHHEM, OOYCIIOBIECHHBIM
MyTalUsAMHU B T€HE, PACIIOJIOKEHHOM Ha 3TOM XPOMOCOME, MOSICHUIT 3aMECTUTEND JUPEKTOPA
Tomckoro HUMI] no nayunoit pabote, mpodeccop PAH, pykoBomguTens nadopaTopuu
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onrorenetuku HUUW memummnckoit renetnku Tomckoro HUMII, moxTop Omoiormueckux

Hayk Urope JleGeneB. B Takux ciyyasx >EHIIMHA MOXKET OKa3aThCsl HOCUTEIbHUIIEH
[IaTOTCHHOI'O BapuaHTa, KOTOPBIM HE CKa3blBacTCi Ha €€ 3I0pPOBbE, BCIICICTBUE
U30MpaTeNbHOW WHAKTUBAIMK (MM BBIKIIOYEHHUS) Takoil X-xpomocombl. OpHako mpu
nepenaye MyTallii HOTOMCTBY BApUAHT MOKET MPOSIBUTHCS HACIIEICTBEHHBIM 3a00JIEBaHUEM,
OCOOCHHO 'y CBIHOBEMW, HWMEIOIIUX EAWHCTBEHHYID X-XpOMOCOMY MAaTEpPUHCKOIO
MIPOUCXOKICHUS, TUOO MPUBECTH K HEBBIHAIITUBAHHUIO.

B Takux ciyyasx mpu IUIaHUPOBAHUU CIEAYIONIEH OEPEMEHHOCTU KEHILIMHE 0053aTelbHO
JOJKHA OBITh MPEJJIoKeHa peHaTadbHas JMarHocTuka. [pu Hanuyuu MyTanuii, BIUSIOMINX
Ha JKU3HECIIOCOOHOCTh IUIOAA, II€JIECOO00Pa3HO pPacCMOTPETh BO3MOXHOCTb IPHUMEHEHUS
METOJIa HKCTPAKOPIIOPAIBHOIO OIUIOAOTBOPEHHUSI € NPEUMILIAHTAMOHHBIM T'€HETUYECKUM
TECTUpPOBaHUEM (METO/, KOTOPBIM BBISIBISIET y SMOpPHUOHOB TE€HHBIE M XPOMOCOMHBIE
naTosiorun). Takol Moaxo/] MO3BOJUT 00SCIIEUUTh TIEPEHOC SMOPHOHA Oe3 HACIICICTBCHHOM
MyTallui Ha X-XpOMOCOME U J0KJIaThCsl HACTYIUUIEHHUS 30poBoi OepemenHoctu. Hopast
paboTa MEIUUMHCKHX T€HETUKOB U3 TOMCKOro HAalMOHAJIBHOIO MCCIIEI0BATEIBCKOTO
MeauuHcKkoro 1eHtpa PAH mocBdmiena wuW3yd4eHWI0O HAaclEACTBEHHBIX MATOJOTHM,
MPUBOJISIINX K TAKUM TsHKENIBIM MocheACTBUSIM. CHOMPCKUM YyUEHBIM YIalI0Ch pa3paboTaTh
CPaBHUTEIHHO MPOCTON FEHETUYECKUIN TECT, TTO3BOJISIONIUN 0OHAPYKUBATh TaK Ha3bIBAEMbIE
CKPBITBIE MYTaIlUH, TO €CTh T€, KOTOPHIE HUKAK HE MPOSBISIOT ce0s U HE OKa3bIBAIOT A PekTa
Ha 3I0pOBbE MaTepu. B oTiMune OT My»XYMH IT'€HOM >KEHIIHUH COAEPKUT JABE X-XPOMOCOMBI,
OJIHA U3 KOTOPBIX MHAKTUBUPYETCS Ha PaHHUX JTamax pa3BUTHS dMOpHOHA. AHOMAJINH,
BO3HUKAIOIINE MPU BBIKIIOYEHUHA XPOMOCOMBI, MOTYT HEMIOCPEACTBEHHO HE CKa3bIBaThCS Ha
3I0POBbE >KCHIIHUHBI, OJHAKO UX HETATUBHBIM dP(EKT MOKET MPOSIBUTHCS BIOCIICICTBUHU.
I'enetuku moja pykoBojcTBOoM Tmpodeccopa PAH, mokrtopa Omosmormueckux Hayk Mrops
JlebeneBa yCTaHOBWIIM, UTO Y KCHIIUH C MATOJOTUSIMH O€PEMEHHOCTH TTPOIIECC MHAKTUBAITIT
X-XpOMOCOMBI Hapylmiaercss B TPHU pa3a 4Yalle, 4eM Yy 3JI0pOBbIX. JleTanbHbIA aHamu3
«CKPBITBIX» MYTalMil TO3BOJIMI OOHAPYKHUTHh TMOBPEXKIACHUS X-XpPOMOCOMBI, @ HMEHHO:
yTpaTy KOPOTKUX (parMEHTOB U HOBBIC BCTaBKH, YTO IO3BOJIMIIO YYEHBIM pa3padoTaTh
T€HETUYECKUH TECT Ha UX Hajdu4ue y Oyayiie maTepu.

IIpumeyaresbHO, UTO HOBBIM TECT yKe BHEIpEH U ucnoiibdyercs B HUM reneruku B Tomcke
IUJ1S1 TPOBEJICHUS TPEHATAIIBHON AUArHOCTUKHU. OMBIT €ro yCHEeIHOTO MPUMEHEHHS TO3BOJISIET
HAJIESIThCS HA TO, YTO B IEPCHEKTUBE OH CTAHET PYTUHHBIM, YTO, B YACTHOCTH, MOMOXKET
MpUHUMAaTh pemieHus o npoeAeHuH DKO, momauepkHyd KaHAWAAT OMOJIOTMYECKHX HayK
Anexcannp Kananus.




6th -ICARHSE
International Conference on Advance Research in Humanities, Applied Sciences and Education
Hosted from New York, USA

https://conferencea.org Sep. 28th 2022

Hcnosb30BaHHbIE JIUTEPATYPHI

1.

Amos-Landgraf JM, Cottle A, Plenge RM, Friez M, Schwartz CE, Longshore J, et al. X
chromosome-inactivation patterns of 1,005 phenotypically unaffected females. Am J Hum
Genet. 2006;79:493-9.

Bacchelli E, Ceroni F, Pinto D, Lomartire S, Giannandrea M, D'Adamo P, et al. A
CTNNA3 compound heterozygous deletion implicates a role for «T-catenin in
susceptibility to autism spectrum disorder. J Neurodev Disord. 2014;6:17.

Ballout RA, Dickerson C, Wick MJ, Al-Sweel N, Openshaw AS, Srivastava S, et al.
Int22h1/Int22h2-mediated Xg28 duplication syndrome: de novo duplications, prenatal
diagnoses, and additional phenotypic features. Hum Mutat. 2020;41(7):1238-49.

bakk A., I'proneBanpg K. 3a060Ta v yxoa: KHUTA O 3aJiepKKax YMCTBEHHOT'O PAa3BUTHUS.
CII6., 2001. 360 ¢

Mo 3., Boned 1. Abnormal Child Psychology. CII6., 2003. 384 c.

bapamnes O. 1., baxapes B. A., HoBukos I1. B. /luarnoctuka u ie4eHue BPOKICHHBIX U
HACJIEICTBEHHBIX 3a00JIEBaHM y JieTel (ITyT€BOAUTENb MO KIIMHUYECKOU TeHETHKE). — M..:
«Tprama—X», 2004. — 560 c.

BopcanoBa C. I'., IOpoB M. 0., Conosee U. B., IOpo IO. b. Monekynsapnas
IIUTOTCHETHKA B IMATHOCTUKE XPOMOCOMHBIX M T€HHBIX OoJie3Hel y aetelt / Poc. BecTH.
nepuHartoi. u neauat. — 2006. — Ne 6. — C. 23 — 29.

I'merenkas B. A., Manmem6epr O. JI., Ilanuna O. b., JIlykam E. H. I{uTtorenernueckue

WCCJICIOBaHMsI B TPEHATaIbHON nuarHoctuke // AxymepcTBo u ruHexonorus. — 2003. — Ne
2.—C.9-13.




