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Bpoxnennsie nopoxu pa3putus (BIIP) sBistorcs oqHOM 3 OCHOBHBIX IIpobieM
3IpaBOOXPAaHEHUs U B IEPBYIO OUepeb EAUATPHH. JTO CBA3aHO ¢ BBICOKOH yacToToi BIIP y
HOBOPO>XAEHHBIX, OOJIBIIMM BKJIAO0M 3TOH MATOJIOTHH B MEPTBOPOXKAAEMOCTD U MJIAICHUECKYIO
CMEpPTHOCTD, UX BIMSIHHAEM Ha KauyeCTBO KU3HU OOJIFHBIX JETEH U B3POCIbIX, a TAKXKE HX CEMEH.

AKTyaJbHOCTh pelieH3UpyeMOi paboTHI OIpeAeseTcs TeM, YTO OTCYTCTBYIOT CBEIEHHS O
[IOMYJISLIMOHHOH YacTOTE aTpe3uii MUINEeBapUTENBHOIO TpaKTa 1o TepputopusiM PO, He uzydeHa
QUHAMUKa yKa3aHHBIX IOPOKOB, HE IPOaHATN3UPOBaHbl PETHOHANBHBIE pa3INIUs
MIOMYJISIMOHHBIX YacTOT U HE Oollpe/eieHa KIIMHUKO-reHeTndeckas crpykrypa BITP XKKT.
W3BecTHO, UTO H30IMpOBaHHBIE GOPMBI IOPOKOB PA3BUTHUS UMEIOT MYIbTH(HAKTOPUATHEHYIO
MIPUPOAY, UTO TIOApa3yMeBaeT OAHOBPEMEHHOE BO3AEHCTBIE FEHETUUECKUX U CPEIOBHIX
¢bakTopoB. B CBsI3U ¢ 3TUM BO3pacTaeT UHTEPEC K MOJIEKYJSIPHO-T€HETHUECKUM HCCIIeIOBAHUSIM,
HaIpaBJICHHBIM Ha U3yUeHHE POJIH FPYNIbl NOJUMOPGHU3MOB F'eHOB Kak ()aKTOpPOB F€HETUYECKOH
[IpeIpacloIOXEHHOCTH K Pa3BUTHIO BPOXKIEHHBIX TOPOKOB. OIHAKO HCCIeI0BaHUS 110
H3Y4YEHHIO accoluanuii noamuMop@Hbx BapuanToB reHoB ¢ atpe3usiMu JKKT emme oueHb
MAaJIOUHCJICHHBI, TaHHbIe HEOTHO3HAYHbL. Bce 3T0 ompezenseT akTyalbHOCTh U
CBOEBPEMEHHOCTDh HCCIIEOBAHUS [10 U3YUYEHHUIO SIINAEMHUOJIOTHUYECKUX XapaKTEPUCTHUK,
JUHAMHUKH 9acTOT M KJIMHUKO-T€HETUYECKOH CTPYKTYpPHI BPOXKACHHBIX TIOPOKOB Pa3BUTHUS
eIy JOYHO-KUIIEYHOT'O TPaKTa.

JluccepTaHTOM IIpOaHATH3UPOBAHEI JaHHBIE SMUAEMUOIorndeckoro Moautropunra BITP 30
peruoHanbHbIX peructpoB c2000 mo 2012 roxsl. [l mpoBeaeHHs KIIMHUKO-T€HEAIOTHYECKOr0
uccienoBaHus 6pU1a copMupOBaHa BHIOOPKA MAMEHTOB C aTPE3USIMH XKEIIyJOYHO-KUIIEYHOTO
TpakTa. Bcero 6510 BritoueHo 106 ciyuaes atpesuit JKKT: 39 nereit ¢ aTpesueii nummeBoaa u
67 neteii ¢ aTpe3ueit aHOPEKTAIBHOIO OT/AENa B Bo3pacTe oT 1 mecsna no 17 ier. Kpome storo
IUIs U3y4YeHHUs aJuleIbHOro noauMopdusma reHoB Il ¢asbl neToxcuxanuy KCeHOOHOTUKOB Y
neTel ¢ n3onupoBaHHOH Gopmoii All B uccnenoBanue Bko4eHs! 130 netei pa3nuyroro
Bo3pacTa: 39 netelt B Bo3pacTe ¢ arpesueit nuimeBoaa u 91 pedenok 6e3 All (rpymnmoit
KOHTpoJ1b). [{n1st kaxxnoro npodanaa ¢ AII u APII npoBoauics cOop reHeanornyeckux AaHHBIX C
COCTaBJIEHUEM POIOCIOBHOM..

B 3aciyry auccepraHTa cienyeT OTHECTH KOMIIBIOTEpHOE KapTorpadrupoBaHie JaHHBIX O
yacToTe oTAeNbHBIX popM BIIP, koTOpoe mpoBeneHoO ¢ MOMOIIBI0 OPUTHHATIBHOTO
IIpOrpaMMHOT0 MakeTa KapTrorpado-craructuueckoro anamusa « GGMAG»

MounekynspHO-reHeTHYecKHe HCCIIEeA0BaHNs [IPOBOAMIM B 1a0OPAaTOPHU MOJIEKYIIAPHOMN
TE€HEeTUKH U KJIeTouHOoH Onosorun ®I'AY «HanuoHanbHbI MEIUNUHCKAN UCCIIe0BATEIbCKUM
LEHTp 310poBbs AeTeil" Mun3apasa Poccun.. VneHTHudUKaIMIO TeHOTHIIOB IPOBOAKIN B [Ba
srana. Ha nepeom stane meronom I[P B pexume peabHOTO BpeMEHH OCYIIECTBIISUTH
JETEKIMIO TOMO3UIOTHBIX JEJIEHH], & .Ha BTOPOM 3Tarle POBOJUIH BEIIBICHHE
reTepO3UTOTHBIX T€HOTHUIIOB.

BecpMma IIeHHBIM SBJISIIOTCS UCCIIENOBAHUS CTPYKTYPHI M STIHAEMHUOJIOTHYECKUX XapaKTePHCTHK
MIOPOKOB aHopeKTanbHOro otaena. 3a 2000-2012 roas! 66U10 3apeructpupoBaHo 1348 ciyyaes
aTpe3uif aHOPEKTAIBHOTO OTAeNa MHIIEBaPUTEFHOTO TPAKTa, YTO MTO3BOJIIIO ONIPEEIHTh



CTaTUCTUYECKU JOCTOBEPHYIO OOIMYIO YaCTOTY IMOPOKOB aHOPEKTAILHOTO OTAeNa ( aTpes3us U
CTEHO3BI IIPSIMOM KUINKH U aHAJILHOTO O0TBepcTHs, cocTaBmiM 1,66 Ha 10000 poxxnenuit unu 1 Ha
6024 poxxnenuii. 3 Bcex ciryuaeB aHOpekTanbHBIX aTpe3uii 94,3% 3aperucTpupoBaHo cpenu
XUBOPOXKIECHHBIX AeTel u 5,7% ciyuaeB cped MEpPTBOPOXKIEHHBIX JeTei. B rpymnme nereit ¢
Al mpeo6:anany Mmanpunku (26 ManbunkoB U 13 neBouek) ¢ cooTHomenueMm 2M:1K. B 1o xe
Bpems B rpymme aeteit ¢ APIT npeobnananyu neBouxu (42 1eBOYKU U 25 MaJIb4UKOB).
CooTromenue noJoB coctaBuio 1M:1,7)K. B o6enx rpynmnax npeobiananu MalOBECHbBIE JETH
(macca Temra meree 3000 r): 75% nereit B rpyme ¢ All u 57% 1t TOPOKOB aHOPEKTAIIEHOTO
oTaena.

Pe3ynpraTsl IpoBeIEHHOIO MOJEKYISPHO-T€HETHUECKOTO UCCIIEOBaHUS
JIENIEITHOHHO/MHCEPIIMOHHOTO TOJIMMOp(dH3Ma I'eHOB ITyTaTHOH-S-TpaHcdepas (GSTMI1 u
GSTT1) B rpynnax o6cneaoBaHHBIX JeTel MOKa3ald OTCYTCTBUE CTATUCTUYECKH 3HAUUMBIX
pa3m4uii Mo yacToTe roMo3uroTHoit aenerun (del/del) mexxay rpynmoit neteii ¢ All u rpymmoi
koHTpous (}2 = 0,43, df=1). B To e BpeMs, yCTaHOBJICHO,4YTO OTHOCHUTEIBHBIM PHCK pa3BUTHUSI
Al B 4 pa3a BbIIe y reTepO3UrOTHBIX HOCUTENEH AeseTanuonHoi aenu reHa GSTM1. Taxkum
00pa3oM, pe3yabTaThl IPOBEAEHHOTO HCCIIeI0BaHMUS O3BOJISIOT pacCMaTpUBaTh MOJIMMOPHU3M
reda GSTM1 B xauecTBe 0JHOTO U3 reHETUYECKNX (PAKTOPOB MPEAPACTIONOKEHHOCTH PA3BUTHS
aTpe3uil MuIeBoJa U OTCYTCTBHE CBsA3U ¢ noaumMopdusmoMm rena GSTTI.

KomuuectBo omy6MKoBaHHBIX pabOT IOKa3bIBAeT, UTO MPOBEACHHAS aBTOPOM
paboTa BIIOJTHE COOTBETCTBYET YPOBHIO CIIOKHBILIETOCS yU€HOT0, pabOTaIoMIero B
o0JiacTH eguaTpuu U MeIUIIMHCKOM reHeTHKU. ABTopedepar KOpOTKO, HO JIOTHYHO
U TIOHSTHO OTPaXKaeT OCHOBHBIE MOMEHTHI U CYTh paboThl. BEIBOABI qriccepTanun
XOPOIIO 0OOCHOBAHBI U COOTBETCTBYIOT IPEACTABICHHOMY 3KCIIEPUMEHTATEHOMY
MaTepHuay.

Cuwnraro, yto pabota Kpymensuunxoit FOmuu BanepreBusl 10 CBOEH aKTyalbHOCTH,
HOBU3HE U COLAEP>KAHUIO COOTBETCTBYET KPUTEPHUSM, ITpeabsiBisieMbiM BAK PO k
KaHIUJATCKUM JHCCEPTALUsIM, a aBTOP 3aCITy>KMBaeT UICKOMOM CTEeNIeHU KaHAuaara
MEIUIMHCKUAX HayK Mo cneuranbHOCTsM - 03.02.07-reHetnka u 14.01.08-nequatpus.

Jloxtop 6uonornueckux Hayk(- 03.02.07-reHeTnka), mpodeccop

Ka(benpm FeHEeTHUKH OHOJIOrMYeCKOro (i)al(y.HbTeTa //’ _
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MI'Y um. M.B. JlomoHOCOBa Sih BoIG 7. AcnagsH ﬁ

DenepanbHOE roCcy1apCcTBEHHOE OI0IKETHOE 00pa30BaTEIbHOE YUPEXKIEHNE
BBICIIETO 00pa30BaHUs «MOCKOBCKHN rocy1apCTBEHHBIH YHUBEPCUTET HMEHH
M.B.JIoMoHOCOBa.

119991, Poccuiickas dbenepanus, r. Mocksa. JIeHUHCKHE TOpPHI 1. 1.
MocxkoBckuii rocygapcTBeHHbIA yHUBepcuTeT uMeHu M.B.JlomoHOCOBA.

Kadenpa reHeTuku, npodeccop Acmausa M.M. -tened o
E. mail: marlen32@mail.ru
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