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HOBOCVI6VIpCKVIe y‘-léHble npoBOAAT YHUKaNbHbIe UCC/ieA0BaHUA MO onpeneneHnio MexaHn3ma U NnpuyvH nosBneHnsa pacnpOCTpaHéHHoro
reHeTuyeckoro 3a60neBaHm|, NpUBOASLLErO K YMCTBEHHOM OTCTaNIOCTU YenoBeka. Ceryac OHU cTapaloTcsl HanaauTb KOMMIEKCHbIN METoA,
OMNarHoCcTUKN 60ne3Hun, HaumHas ¢ MONEKYNSAPHOro ypoBHS Ha KyNbTypax K/eToK M 3aKkaH4YMBasi TOMorpacdonyecKmm aHanm3om N3MEHEHUN,
npouncxogsilllux B roylIoBHOM MO3re naumneHToB.

MNpenopasatenb HI'Y Omutpuin FOpKUH pacckasan npecc-cnyx6e yHMBepcuterta: o YéM UX UCCNeoBaHue, yoacTcsa nu pa3paboTtatb
BCECTOPOHHUIN anropmuTM AUarHOCTUKU 60/1€3HU U NONYYMTCS I HAaUTU HOBYIO 6onee achdheKTMBHYIO Tepanuio Ais NalUeHTOoB,
cTpafaloLLmMX 3TUM HEU3/IeYNMbIM HEeAYTOM.

Lmutpnii KOakuH — kaHAuAaT 6MoNnornYecknx Hayk, crapwwii npenogasarens HIY, uutaet Kypc «MonekynspHori 6uonorum» Ha gpakynotete
€CTEeCTBEHHbIX HayK, N0 COBMECTUTENLCTBY HaYYHbI COTPYAHUK VIHCTUTYTa MONEKysipHOU 1 knetoyHoui buonormm CO PAH, 3aBeayrowmii
CEKTOPOM XPOMOCOMHbIX naronoruii. B 2011-2013 rogax pabotan B HaunoHansHoM nHctutyTe 3q0poBbs ClUIA B ropone Berecaa.

CUVHIPOM NOMKOI X-XPOMOCOMbI BECbMa PacnpocTpaHEHHOe HacneCTBEHHOe 3aboeBaHme (MPUMEPHO 0AMH cryyai Ha 2000-6000 yenosek), Ans
KOTOPOro MeauLMHa Ha CEroaHAWHUIA AeHb He 3HAaeT HU NeKapCTB, HN JaXe COBEPLIEHHOW ANarHOCTUKW.

— Y Hac B opraHusme ectb JHK, HekoTopble y4acTki KOTOPO MHOIo pasd noBTopsitoTCs. [Mpy 3TOM OHU LONXHbI 6bITh CTPOro ONpeaenéHHoro
paamepa. Ho uHorpga 4yto-To NPOMCX0AMT, U OLUH 3 MOBTOPEHHLIX y4acTKOB pe3ko yBenmuynsaetcs! 3-3a aToro HapywaeTcs paboTa reHa,
KOTOPbI HAXOAUTCSA PSLOM M 32 YTO-TO OnpedenéHHoe oTeeYaeT. Hanpumep, npu cuHapomMe NoMKOoR X-XpOMOCOMbI MOBTOP, pacrnonaratwmnics
nepen Hayanom reHa FMR1, yenuumBaeTcst — reH HauuHaeT paboTaTb CUNIbHEE, XPOMOCOMa CTAHOBUTCS XPYMKOW, OTNaMblBaETCS KOHYUK U U3-3a
3TOro passuBaeTcst Hekoe 3abonesaHne. Co BpeMeHeM, Koraa NoBTop CTAHOBMTCS elwé 6orblue, reH Booblue «BbiK/o4aeTCsi» NONHOCTbIO, YTO
NPUBOANT K TAXENLIM U3BMEHEHNAM — BMNOTb A0 YMCTBEHHON OTCTANOCTW, - pacckasan nccnenosatenb.
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MeauumnHckas npakTyka nokasbiBaeT, YTO ceiyac K naumneHTam ¢ TakMMM XpOMOCOMHbIMY aHOMaNMSAMI MPYMEHSIETCS NIULWb CUMMTOMaTNYecKas
Tepanusi:

— Ha 6a3e 06bl4HbIX KNMHUK AMArHOCTVKa NPOBOAMTCS HE IO KOHLA - U B OCHOBHOM TOJIbKO K/IMHUYECKMI MeTodaMu. To ecTb MO CUMNTOMaM
BpayaMmu CTaBuTCS, YTO 3TO NPEANON0XMTENbHO CUHAPOM IOMKOM X-XpOMOCOMbI. HO TOUHO cKkasaTb, Tak /i1 3TO HUKTO HE CMOXET, Moka He
coenaHa MosekynsipHas auarHoctuka. MoaToMy naureHTam nocTosiHHO AalOT B AETCKOM BO3pacTe ¢hosiMeByto KUCIoTy. YTo no3sonsieT um
OTHOCUTENBbHO HOPMaNbHO Pa3BMBATLCA U AaxXe HEMHOro oByyaTbCsl B crielmanbHbiX rpynnax, - nosicHun Omutpuii KOOKuH.

Takxe B MUpe ceiyac UCTOoNb3YI0TCS PasnnyHble MeTobl, KOTOpbIE NPUBOAST K «BKIOYeHUto» reHa FMR1 o6paTtHo B paboTy:

— Takue uccnefoBaHVsi NPOBOASATCS Ha KyNbTypax KNeTok, ¢ fobaBneHmeM onpenenéHHbIX BeWwecTs, peakTMBrpytowmx reH. Ho rnasHas npobnema
3TVX BEWECTB: OHM HACTO/IbKO TOKCUYHbI, YTO YOMBAIOT MHOXECTBO KNeTOK. TO €CTb, KOHEYHO, OHY «BKJIOYAOT» TOT FEH, HO Mpu 3TOM Gonblias
yacTb kneTok nornbaet. Kctatv rosopsi, ewwé ogHoO 13 HanpaBieHuii, B KOTOPOM Mbl yXXe Hayanu paboTy, — nounck 6e3BpeAHbIX METOLOB aKTUBALUM
reHa y nauveHToB.



Komanpa Omutpus FOaknHa n MexayHaponHbii Tomorpadounyeckuii ueHtp CO PAH nonyumnm rpaHT Ha KOMMeKcHoe nccnenoBaHne, Kotoporo
VUMEHHO 1 He XBaTaeT Afisi NONHOV BceobbeMniowel AMarHoCTKm 4aHHOro 3ab60neBaHus.

— B 4éM cyTb: Mbl MOCMOTPWM, 4TO Yy NALMEHTOB MPOVNCXOANT HA MONEKYNSPHOM YPOBHE (Kakow paamep noBTopa, Kak OH U3MEHMNCS, HACKONbKO
YBENUYUNCS 1 Kak Hapylwmnacb paboTa rexHa), a ToMorpadoucTbl B 3T0 Xe BPeEMs CAeNaloT oyHKLUMoHanbHyo MPT (npoaHanusupytoT, kak
N3MeHUnacb CTPyKTypa rofloBHOro Mo3ara, ero paboTa B Lenom). To ecTb nauneHTbl 6yayT BbIMOMHSATL Kakue-To NPOCTble 3a4aHuns (CMOTPeTb
KapTUHKK, pucoBaThb), a B 970 Bpemsi MPT 3apeructpupyeT 1o, Kakum 06pas3om nepenatoTcst curHansl B Mo3ry. [10TOM Mbl CpaBHWUM pe3ynbTaThl
nccnenoBaHns ¢ JaHHbIMY O 3L40POBbIX MIOASX Y CTaHEM pa3bupaTtbes, 4TO Xe MMEHHO HapylleHo 1 oTyero Ha yposHe OHK 3aBucAT nameHeHus B
mosre.

TaKyIO 3agadvy nnaHnpyrT pewnTb y‘-IéHbIe 3a 6nmxaiiwmne Tpuroga. Mo NpOoLWecTBNN 3TON0 BpeMeH OHWU Ha4ektTCA NOAroTOBUTb anropuTMm
KOMMNNEKCHOM ANarHoCTUKN 1 MOLeSNb pasBuTnA 3aboneBaHus.



Buonor oTMeyaeT, 4To UX BONHyeT npobnema He TONbKO AaHHOM KOHKPETHOW B0NE3HMW, OHW MbITAIOTCS MOHSATH MPUYKMHBI CaMOI 3KCMaHCKM (De3Koro
YyBenu4eHns Yyucaa Konuii roBTopsiromxcs y4actkos monekynsi [HK y nHonsunos B nocnenyowmx rnokoIeHNSax poLoC/IOBHOM) B LIENIOM:

— PeanbHas npuymHa aKcnaHcuy noka He nssectHa. Hanpumep, nccnenosatensmm 66110 nokasaHo Ha KynbTypax KNeTok, YTo 60par Kaius B nuile
yBenmymBaeT cnocobHOCTL noBTopa pactu. (B AMepuke aT1o BelwecTBo fobasnseTcsi B xn1e6obynoyHble n3aenns ons Toro, 4tobbl genatb ux
nblwHee). Ho HackoNbko 3TO MPOUCXOAUT B peanbHON XU3HU, a He B Yawke [eTpu, noka HeuseecTHo. Mbl 6yaem paboTaTh 1 B 3TOM HaMpaBneHnn.

,ﬂ,MI/ITpI/IIZ KO oKvH cuutaert, 4To CUHAPOM IOMKOM X-XpOMOCOMbI 3acnyxwueaeT NpuUcTanbHOro BHUMaHnAa 1U3-3a ero pacnpoCcTpaHeHHOCTU:



— Y Hac 6bina npobnema nocTtyna K nauveHTam, 1, Korna Mol obpatmnuce B HoBocnbupckuii 061acTHOM AnarHOCTUHECK WA LEHTP, CcKasdas, YTo HaMm
HY>KHO CTOJIbKO-TO YENOBEK, OHW 3asiBUNK, YTO NOA0BHbIE 06 bEMBI MO NX MepKaM o4eHb Manbl! Befb feTU ¢ yMCTBEHHO OTCTANOCTbIO — Camble
pacnpocTpaHeHHble 60/bHblE B FTEHETUYECKOM KOHCY b Talun.

OkasblBaeTcsi, Takol CTaTUCTMKM MOXXHO Obino n3bexatb, ecnv 6bl poauTEN NPoBOANAN HeobxoAMMble aHann3bl o 6epemeHHocTu. Mo cnoeam
Y4EHOro, XeHLMHe HeobX0ANMO caaTh KPOBb, Tak Kak UMEHHO OHa SIBNSIeTCS HocuTenem 60Ne3Hr, KoTopas Ha Hell MOXEeT 1 He 0TPaanTbCs, HO
nepenacrtcst oT Heé K CbiHy.

— O6bIYHO poanTenu nayT B 60MbHULY MOCTAKTYM, KOrAa YXXe y Manbilwa nosiBUNNCb CUMMTOMbl YMCTBEHHO OTCTanocT (rae-To B Bo3pacTe 3
neT), — 06bACHIET MoNeKynsipHbIi Buonor. — Koraa s pabotan B AMepuke, Ha OAHOW N3 KOH(PEPEHLNIA, MOCBSILLEHHbLIX 3TOMY CUHAPOMY, BbICTYMNanm
Bpayn. OHM XanoBanucb, YTO MHOTME MaMbl Aaxe nocne poxaeHus pebéHka c cumnToMami 3a6oneBaHns He AenaloT HeobxoauMble aHanusbl, a
CMOKOWHO poXatoT BTOPOro 1 Jaxe TPeTbero CbiHa — BCe OHU oKasblBatoTcsl 60MbHbIMU! 3TO, Kak Npaewo, npeactasuTeny 6eaHbix,
HeobpasoBaHHbIX CNOEB HaceneHus. ...

Cefiiyac cekTop XPOMOCOMHbIX NaTONOMMIA yXXe NPUCTYNIA K MONHOLEHHOM paboTe: Hay4YHble COTPYAHWNKW Havanm oTpabaTbiBaTh NepBble Wwarn B
IMarHoCcTUKM Ha NpobHbix obpasuax OHK. Ho, HecMoTps Ha TO, 4TO KOMMIEKCHOE UCCNENOBAHNE HOBOCUBUPCKIMX YYEHDBIX YHKANbHOE U MeeT
OrpoMHOE 3HaYeHVe ANs MEAULVHDBI, CaMn nccnenoBaTeny oTnaloT cebe OTYET B TOM, UTO NMONHOCTHIO NOBOPOTh 60NE3Hb HA FTEHHOM YPOBHE He
NONY4NTCS:

— Ecnu Bce aTanbl Hawer paboTbl NPoinayT yCnewHo 1 Aeno JOWAET [O KOHKPETHOro npenapara, TO OH BCE paBHO He CMOXET BHECTU U3MEHEHMS B
IOHK. EOUHCTBEHHOE, YTO Mbl MOXEM CLENATH — 3TO 3aCTaBUTb FeH paboTaTb HECMOTPS HY Ha YTO, XOTS NMOBTOP U OCTAHETCS TaknM Xe, -
ytBepxaaet Omutpuii FOOKuH. - TeM He MeHee, C MOMOLLbIO 3TOro NpenapaTa Mbl CMOXEM CEPbESHO YNYYLWNTb KAYECTBO XU3HM NaLueHTa:
no3Bo/MTb PEOEHKY HOPMabHO Pa3BKBaTbLCS, NONyYaTh 06pasoBaHMe Ha KakoM-TO YPOBHE U HE CUITbHO OTCTaBaTb OT 3[0POBbIX CBEPCTHUKOB.
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