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ITPUOPUTETHOE HAIIPABJIEHUE VI1.53.
IBOJIOIIMOHHASL, KOOI MUECKASI ®U3HOJIOT WS,
CUCTEMBI ) KU3HEOBECHEYEHUS U 3AIIIUTHI YEJTOBEKA

IIporpamma VI.53.1. Co3nanue Mopesieil MaTOJIOrHYeCKUX COCTOSTHMI YeToBeKa:
uccjiel0BaHNe FreHeTUKO-(PU3U0T0TrHYeCKHX, MOJIEKYJISIPHO-TeHeTHYeCKUX
U Ouo(pu3nYecKNX MEeXaHU3MOB (KOOPAMHATOP JAOKT. 0MoJ1. Hayk A. JI. MapkeJn)

CotpynaukaMu MHCTHTYTa HUTONOTUU U Te-
HETHKH [IPOBEICHBl MCCIEAOBAaHHUA TI'€HETHYEC-
KOH TNpeapacnoNoKeHHOCTH K Pa3BUTHIO OOJIE3HU
AnprreiMepa METOIOM TIOJTHOT€HOMHOI'O aHaJIn3a
CLICTUICHUS] TEHETHYECKUX JIOKYCOB C OelIKamMu —
Mapkepamu Oose3Hu Aunbireiimepa. IlokazaHo,
YTO B MO3re KOHLEHTpauus Oenka [-amuionzna
(AB40), omHoro u3 0enKOB-MapKepOB, KOHTPOJIH-
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pyercssi IByMSl T€HeTHMYeCKHMH JoKycamu. OauH
M3 HUX PaCIOJOXKEeH B Xpomocome 1, npyroit — B
xpomocome 11. Myraiuu B paiioHe IEpBOTO JIO-
Kyca acCOLMMPOBaHBl C pa3BUTHEM OO0JIe3HU
Anpureiimepa B paHHeM Bo3pacTe. BTopoil nokyc
HaXOAWUTCS B paliOHE, ACCOIMMPOBAHHOM C Je-
npeccuel, ayTu3MOM W MO3AHUMH (opmamu 6o-
ne3Hu AnplreiimMepa.
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Puc. 39. Ilokazarens BepostHoctu cueruienus: (Lod score) koHueHTpauuu Oenka B-amuionna (AB40) B ruazme
KPOBH C T€HOMHBIMH JIOKYCAaMH, PACIIOI0KEeHHBIMH Ha 1-if u 11-if XpoMocomax 4enoBeka. PaccTrosHus Ha reHeTH-
yeckoi kapre (och X) IMpencTaBieHbl B caHTUMOpranax (cM). Bau3y npuBeneHs! uauorpaMmsl xpomocoM 11 u 1.

IIporpamma VI.53.2. ®yH1aMeHTaJIbHbIE OCHOBBI TeHETHYECKUX U KJIETOYHBIX
TEeXHOJIOTHii VISl pereHepaTUBHOM MeAULUHBI (KOOPAMHATOP AOKT. Mel. Hayk A. U. IlleBesa)

B HuctuTyTe XMMmdeckoi onomoruu u GyH-
JTAMEHTAJIbHON MEIUIMHBI C IIeNbI0 Pa3paboTKU
3(PEeKTUBHBEIX METOAOB pemnaparui  aeGeKToB
KOCTHOW TKaHU HCCIIEIOBAHO 3a’KMBJICHHE UCKYCCT-
BEHHO CO3JAaHHBIX AE(EKTOB YETIOCTH KPBIC TPHU
BBEJICHUH B JIe(PEKT ME3eHXUMAIBHBIX CTBOJOBBIX
kietok (CK) W pasmuuHbIX MOANCP KHBAIOITUX
cpen. IlokazaHo, 4T0O MakcHManbHO OBICTpOE 3a-
KHUBJICHHE y4YacTKa MOBPEKACHUS KOCTHON TKaHU
MIPOWCXOJNUT TIOCJIC TPUMEHEHUs (QUOPHHOBOTO
cryctka ¢ CK. CK, pacnonoxennsie B ¢pubpune,

HAYMHAIOT 00pa3oBaHKe KOCTH HE TOJBKO C KpaeB
nedekTa, HO TaKXKe U ¢ ero cepeaunnl. OTBepcTHe
paHbllle ¥ MTHTEHCUBHEE 3aIlOTHAETCS OCTPOBKAMH
MOJIOJION KOCTHOW TKaHU, KOTOpPhIE OBICTpEEe CIIH-
BaroTca  (puc. 40, a, 6). Menee >hHEKTHBHBIM
okazanochk npuMmenenne cycnensun CK B KynmbpTy-
paipHOU cpene, a Takxke cycnensun CK B komOu-
HaIlM¥ C TIOJMMEPHBIM MAaTPUKCOM Ha OCHOBE TIO-
JUTUIPOKCUAIIKAHOATA.,

YuenbiMu 3TOro ke HHCTUTyTa METOI0M
MUKPOJUCCEKIIMH XPOMOCOM, (IyOPECIIEHTHO Me-
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Puc. 40. [ledexT KOCTH HIDKHEH YEITIOCTH KPBIC Yepe3 OJIHY HEJelto Tocie onepanuy (OKpacka reMaTOKCHIMHOM U

903MHOM): @ — TI0 Kparo JieeKTa MpH CIOHTAaHHOM 32)KMBJIEHHH PACIIOJIOKEHBI IPaHyJISIIMK, caM Je(eKT 3aroaHeH

KPOBSIHBIM CTYCTKOM, I'Jle HAYMHAETCsI (POPMUPOBAHNE OCTPOBKOB KOCTHOH TKaHH; 6 — 3HAYUTEIILHOE YMEHBILICHNE

pa3MepoB OTBEPCTHA B KOCTH HOCIIE BBEICHHUS B Ae(heKT PUOPHHOBOTO CTYCTKa CO CTBOJIOBBIMH KJIETKaMu, (popmu-
pOBaHME KOCTHOM TKaHU B fedekTe.

YEHHBIX 30HJaMH, IPUTOTOBICHHBIMY U3 BHEKJIE-
touHoil JIHK, mnomydeH MHKpOIMCCEKIIMOHHBIN
MaTepuag 00JIaCTH JEBATOH XpoMOCOMEI 9ql12,
ABJIAIOLIENCS OCHOBHBIM MCTOYHUKOM BHEKJIETOU-
voit JIHK. Csszannpie ¢ 3toit obmacteio JIHK-
npoObl KJIIOHUPOBaHbI M CeKBeHUpoBaHBL. 20 %
CEKBEHUPOBAHHBIX TIOCIIEOBATENILHOCTEH Coep-
)KaT ¢parMeHTHl KoHceHcyca carrenutHor JIHK

I (GGAAT), nokann3oBaHHBIX B paiioHe 9ql2
(puc. 41). Ora JJHK yuacTByeTr B pa3BUTHU aHTH-
CTPECCOBOTO OTBETA, TPAHCKPHUIILIMOHHO AKTHBHA,
a tpanckpubupyemas caremut [II PHK neobxo-
nuMa Uit (OpMHUPOBAHUS SJEPHBIX CTPECCOBBIX
TeNeL.

B stoMm xe MHcTHTYyTE A BBIICHEHUS Me-
XaHW3Ma WHAKTHBallUM BUPYCa HCKYCCTBEHHBIMHU

Puc. 41. BriBneHue Ha XpoMocoMax 4enoBeka 00JacTeil — OCHOBHBIX HCTOYHHUKOB BHEKJIETOYHBIX HYKJIEHHOBBIX
KHCJIOT.

a — neyxuserHas FISH THK-3on108B, nomydyennsix u3 reHomaoi IHK knerox Hela (3enmensrit kanam) u BHekierounoi JJHK,
CBSI3aHHOM C BHEIIHEH IMOBepXHOCThIO Kierok Hela (kpacHelii kaHaid) Ha MeradasHbBIX XpOMOCOMAax JICHKOLUTOB; O —
neyxiuserHas FISH THK-30u108B, monydyeHubix u3 anontuueckoir JJHK nepBuuHbix Gpubpo61acToB (3eeHbIN KaHal) U BHEKIIC-
touynoii JIHK, BbIIENCHHOH U3 KyJNBTYpaJIBHOM Cpenpl MepBHYHBIX (HHOpoOIacTOB (KpacHBIH KaHal) Ha MeTada3HbIX XPOMOCO-
Max JieiikorutoB. CTpenakamMyu 0003HaueHb! Y4aCTKH XpOMOCOM, THIlepIpeacTaBieHable Bo BHekiIeTounoil [IHK. Paiion 9 xpomo-
coMbl 9q12 MakCHMaJIbHO IPEACTABICH B CBOOOAHBIX U CBSI3aHHBIX C TIOBEPXHOCTHIO KJIETOK BHeKJIeTouHbIX JTHK.
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PHKa3zamu nipoBejieH aHaIu3 COACpKaHUs MOJTHO-
pa3mepsbix BupycHeix PHK B mpemnaparax PHK,
BBIICTICHHBIX M3 BHUPYyCa TPUIIA, HHAKTUBUPOBAH-
Horo cuHternueckor PHKazoit ABL3C3. Iloka-
3aHo, 4To HckyccTBeHHas PHKaza ABL3C3 pas-
pylIaeT mpakTUyecku Bce TreHbl BupycHoi PHK.
B mnepByro ouepens MpPOMCXOIUT paclierjieHne
BupycHBIXx PHK, komumpyrommx Oenku moiume-
pasHoro komiuiekca (puc.42). PaspaGoranHbiii
METOJl MTHAKTHBAllUU BUPYCOB MO JEHCTBHEM HC-
kycctBeHHBIX PHKa3 Moxer ObITH MCIONB30BaH
JUTS CO3/IaHUS BaKIMH MPOTHB LIMPOKOTO CHEKTpPa
PHK-conep:xaiux BUpyCOB.
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CotpynHuku 3toro xe MHcTuUTyTa mpoaHa-
JTU3UPOBANIM TOCIenoBaTeNbHOCTH reHa BRCAI,
MyTallid KOTOPOTO TIPUBOIAT K paKy MOJOYHON
xkene3sl (PMIK), y 430 xeHmuH ¢ ceMeitHoi ¢op-
Mot PMIK, mpoxuBaromux B 3amagHo-Cubup-
CKOM pErvOHe, U BBIICIWIN MIECTh HanOoJee Jac-
TO BCTpeUaromuxcs myrtanuid. Paspaboran ObicT-
PBI M JIEIIeBBIl METOJ BBIABICHHS NAHHBIX MY-
tanuit (5382insC, 4153delA, 3819del5, 300T> G,
3875del4, 185delAG), amanTUpOBaHHBIN TSI TIPH-
MEHEHHS B KJIMHHUKO-JIHAarHOCTHYECKUX JabopaTo-
PHUSX OTCUECTBEHHBIX MEIUIIMHCKHX YUPESIKICHHUH

(puc. 43).
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Puc. 42. Kunernka nerpananun renomuasix PHK Bupyca rpunma mon neficrsuem nckyccrsenHoit PHKaser ABL3C3.

Hannsie OT IILP-ananuza: PB2, PB1, PA, HA, NA, NP, M, NS — rens! Bupyca rpumnna; 1 — BUpyC, HHAaKTUBUPOBAHHBIN
ABL3C3 (1 MM); 2 — Bupyc, nnaktusupoBanHbiii ABL3C3 (0,5 MM); 3 — HaTuBHEIN BHpYC.
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Puc. 43. beicTpast TexHONMOTHs CKpUHUHTAa HamOojee pacnpocTpaHeHHbIX MyTaumii reHa BRCAI, BbI3bIBarommx

pa3BUTHE paKa MOJIOYHOM xkese3bl. KpuBble oTpakaloT u3MeHeHHe (IIyopeCceHIInH ITPHU TEPMaJIbHOM aHaIHM3€e Ipo-

nykroB [IHP mns BeiiBnenus geteipex mytaruii reHa BRCAL y deTsIpex 4eroBeK, HECYIIHX pa3HbIEe MyTAaIlUH:

KpacHBIN LBET — KPUBBIC IUIABICHHUS C MyTanueidl (KpHBas W THUI MYTAallMM YKa3aHbl CTPENIKOW), MyTamuu: | —
300 T> G; 2 — 185 del AG; 3 — 4153 del A; 4 — 5382 ins C.





