Martepuanbl VIl Cbe3ga Poccuitickoro obuiectsa MeANLUHCKUX TeHETUKOB

re259067, re2275848, re7474896). BbisiBNeHHble CBA3W MOTYT CBUje-
TeNbCTBOBATb O HANMUYUK HarpaBfieHHOro eCTEeCTBEHHOro oT6opa
no reHam, acCoLMMPOBaHHbLIM C OXXMPEHWUEM, 1 afanTUBHbIM U3Me-
HeHWAM B reHohoHAe Nonynauuii B Xofe pacceneHns Yenoseka us
AdpurKn.

KNnHMKO-TreHeTUYecKas XxapaKTepucTunka
BPOX/AEHHOI M30NMPOBAHHOI aHUpuanMn B Poccum

XnebHukosa O.B.1, Bacunbesa T.A.1 lMo3geeBa H.A.2,
BockpeceHckas A.A.2, TeTposa H.B.1 3umHuyeHko P.A.1T3
vHTep E.K.T4

1 ®IBHY «MeanKo-reHe TUHECKMIA HayuUHbIA LeHTp», 115478, Mock-
Ba, yn. Mocksopeube, 4, 1, e-Tal: kblebnl:ora@Tecl-8en.lY

2 YeGokcapckuidi mnman PreY «MHTK «MUKpoxupyprius rnasa»
um. C.H. depoposa» M3 Pd, 428028, r. Uebokcapbl, np. TpakTopo-
cTpouTenei, g 10

3TBOYBIO «Poccuiicknii HaumoHabHbIV NCCnefoBaTeNbCKMIA Mean-
LMHCKMIA yHnBepeuTeT M. H.W. Muporosa» M3P®, 117997, Mock-
Ba, yn. OCTpOBMTAHOBA, 4.1

4TBOYAMO «Poccuiickas MeanLMHCKas akageMusi NocneannnIoMHOro
ob6pasoBaHus» M3P®, 125993, Mocksa, yn. bappukagHas, 4 2/1

Anunpugna (A.) (OM1M, 106210) — BpOXAEHHbIA ayTOCOM-
HO-JOMUWHAHTHBIA MOPOK PasBUTUA C NOMHbLIM/YaCTUYHbBIM OTCYT-
CTBMEM pagy>XKun, 06ycnoBneH myTtauusmm B reHe PAX6 (607108).

Llenb paboTbl — M3yUnTb KIAMHUKO-TEHETUYECKNEe OCOBEHHO-
cTn A. y 60/1bHbIX 13 PD.

MonHoe odTanbmMonornyeckoe 06CnefoBaHWe MPOBEAEHO
31 nauueHTy ¢ A. 6e3 conyTCTBYIOLLE CMHAPOMHOM NaTonornm us
26 HepoACTBEHHbIX cemeii. B 90% cnyyaeB onpeaeneHa
BPOXAEHHAA nonHas A. obomx rnas. KoaupyoLwmini pernoH reHa
PAX6 npoaHanu3upoBaH MeTOZaMW MPAMOro ABYHanpaBieHHOro
cekBeHmpoBaHua 1 MbPA (MKC Holaw! 8AE8A MbPA probriux
P219-B2 PAXE6).

[na poccUCKMX NaumeHTOB C A. XapaKTepHbIMU SBASIOTCA:
CONYTCTBYIOLLAA NaTOM0rMA opraHa 3peHus B BUAe BPOXAEHHBIX
KaTapakT (70%), runonnasvs, gnucnnasum MakynsHoi obnactu au-
CKOB 3pUTe/IbHbIX HEPBOB (47 %) 1 CONYTCTBYHOLLAA NaTONOrNK ApY-
rmx opraHoB (67%). 15% cocTaBuAM CeMeiHble cnydaun. BbisiBneH
CnekTp MyTauuii reHa PAX6. ¥ 19 naumeHToB ¢ A. 06Hapy>XeHbl
TOYKOBblE M3MeHeHus: MucceHc (p.Cln7ArS, p.Cln47ArS), HOH-
ceHc (p.Ar8103Ter, p.Cinl71Ter, p.Ar8203Ter, p.Ar§240Ter,

p. Ar8261Ter), nHgen (c.449 4536e1ACCCCwW8CCCCAAC), uH-

cepums (c.295 298 Bup CTTT), geneumm (c.1047_1050c1elCCAC,

c. 879(1elC) n HapyweHus canta cnnalicudra (c.1032+6T>C,

€.-128-2(1e1A), 6 —BnepBble 06Hapy>eHHble aetekTbl. B 11 cnyya-
AX onpegeneHbl NPOTAXEHHbIE XPOMOCOMHbIE fefieLun, 0XBaTbIBa-
IOLLME AW HECKONBKO 3K30HOB reHa PAX6, unu Becb reH v 61um3sne-
Xalime 06nacT KOpOTKOro nseyva Xpomocombl 11, unim xe cocef-
Hue ¢ PAX6pernoHsl. B 3 HEpoACTBEHHbIX CEMbAX 06HapYXKeHa My-
Taums p.Ar8203Ter, y 4 HepPOACTBEHHbIX 60MbHbLIX ONpeaeneHa 06-
wnpHaa fgeneuma 1a819:¢11r11:31307603_31650221clel.  BonbHble
C KPYMHbIMWU XPOMOCOMHbIMU MepecTpoiikamu cleno\o coctasnaoT
MOMOBMHY CrOpaguyecknx ciyyaes A. U TpeTb BCeli UCCNefoBaH-
HOW BbIGOPKM.

Pa6oTa BbiMOMHEHa MPWU YaCTUYHOM  (HMHAHCMPOBAHWW rPaHTOB
P®®dW 14-04-00525 n 15-04-01859.

KnnHn4vecknin cnyyain nosgHen AnarHoCTUKK
Ty6epo3HOro ckseposa

Xopowesckasa A.A.12 NlucnyeHko O.B.2 Makcumosa FO.B.2

1IBY 3 Hoocnbupckoii obnacTy Fopoackas KnnHndeckas 6onbHua Nel
630075 r.HoBocnoupck, yn.3anecckoro 6

xoro3Heyskaya @8 TaH.coT

2BOY BIMO HoBocnbupckuid rocyAapcTBEHHbIN MEANLMHCKNIA YHUBEP-
cTeT MuH3gpasa Poccuu.
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Ty6epo3Hblii cknepo3 (TC) — reHeTUYeCKN AeTePMUHUPO-
BaHHOe 3aboneBaHWe C ayTOCOMHO-AOMMWUHAHTHbIM TUMNOM Ha-
CnefoBaHNA, OTHOCUTCA K (DaKOMOTO3aM U XapaKTepusyeTcs
cneungpunyeckmMMm NopaKeHMem HepPBHOM CUCTEMbI, KOXMW, BHYT-
PEHHUX OpPraHoB C (hOpMMpPOBaHMEM J06POKAaYECTBEHHbIX OMy-
xonei. bonbwWnHCTBO cny4vaeB TC ABNSETCSA CNEeACTBUEM MYyTa-
uun cle no\o. PaseBuTue Ty6epo3HOro ckneposa onpegensercs
[OBYMS TeHaMu, 10Kann3oBaHHbIMKU Ha 9 1 16 xpomocomax, Ko-
avpyrowmx 6enkn ramaptuH (T8C1) n TybepuH (T8C2), cooT-
BETCTBEHHO. YacToTa, coctaenseT 1: 30 000 B3pocnoro Hacene-
HMA 1 1 : 6000—10 000 — HOBOPOXAEHHBLIX. YacTbiM NepBbIM
npossneHnem TC y Nn0L0B M HOBOPOXAEHHbIX ABNSETCA Nopa-
XeHune cepAevHo-cocyanCToN CMCTeMbl B BUae pabLoMMOM, KO-
TOpble, KakK MpaBuio, N10Kann30BaHbl MHTpa/aKcTpamypanbHO
B Xenypjoukax cepfua u coctaBnaoT 60% cnyyaes TC. AunarHo-
CTUPYHOTCS OHU YXKe Ha CpokKe 22—24 Heflenn 6epeMeHHOCTHM Ya-
e y NA0J0B MYXCKOro nona.

KnnHunyeckunin cnyyaid. Mpusogum cnyyaldi no3gHein guarHoc-
TUKN TC Yy XEeHWWHbI 36 NeT NPU HaMYUW pasBepHYTON KNUHU-
4YeCKO KapTWHbl. B pogunbHoe oTaeneHue 6bil BbI3BaH FEHETUK
[ONA KOHCYNbTaL MM HOBOPOXAEHHOIO Manbymka ¢ pabgommnomoi
cepALa pacrnonarLLenca Ha MeXOKenyf04KOBO Neperopojku un
nponabupoBaHHON B MPaBblil XKeNy[o4veK, AMarHoCTMPOBaHHOMA
npu Y3 B 22 Hefenn 6epemeHHOCTU. MNpobaHA oT 4 6epemeH-
HOCTU, 4-X popoB. BepeMeHHOCTL nNpoTekana 6e3 OCMOXHEHWNA.
MpeablgyLive 6epeMeHHOCTM 3aKOHYMAKUCL pogamu. Mpu ocmMoT-
pe MaTepu npobaHia: aHrMoKepaTOMbl, MHOXECTBEHHbIX OKOJI0-
HOrTeBbIX (DMOPOMbI, YUYACTKN «LLUArPeHEBOW KOXMW», TUMONUr-
MEHTHble NATHA M NATHA «KOHMETTU», Pubpombl géceH. N3 ce-
MeHOro aHaMHe3a: NOA06Hble KOXHble U3MEHeHUs Habnwoga-
10TCca y 6abylwkn npobaHga No MaTePUHCKON NUHUK. WVIHCTpy-
MeHTaNbHble faHHble: HA MPT — KopkoBble Tybepchl, cy63neH-
OuManbHble y3nbl, Npu Y3 — MHOXEeCTBEHHbIe FeMaHr1MoMbl
neyeHn, MHOXECTBEHHbIE MUOMbI MaTKW, MHOXECTBEHHbIE KUC-
Tbl 06eMX AMYHUKOB, NOYEK. YUNTbIBAA AaHHble OCMOTPa, CeMeii-
Hbll aHaMHe3, AaHHble WHCTPYMEHTaNlbHbIX MEeTOLOB BMepBble
6bln BbICTaBNEH AMarHo3 Ty6epo3Hblil CKNepos. Y ABYyX APYrux eé
feTell MetoTcA XapakTepHble npusHakn TC. Vm 6bina okasaHa
MefMNKO-reHeThYecKasa noMoLLb.

PesynbTaTbl MOMEKYNSIPHO-TEHETUYECKON AMAarHOCTUKU
CNUHANBHOW MblLLIeYHOM aTpoumn B KasaxctaHe

Xopowwmnosa W.T".1 bepesuHa I.M.1

HayuHblii LeHTP akyLlepcTBa, rMMHeKonoriu v nepuHaTonornn M3 PK
KasaxcTaH, r.AnmMaTsl, np.JocThikK, 125
respTAc@Tall.m

CnvHanbHasa mblweyHas atpogus (CMA) — HepBHO-MbILLEY-
Hoe 3aboneBaHuWe, XapakTepusylollieecs AereHepauueli CUHHOMO
Mo3ra nepefHNX POroB KNeToK, YTO MPUBOAUT K aTpo(UM MbILLLL.
3aboneBaHve HacnefyeTcs N0 ayTOCOMHO — PeL,eCCUBHOMY TUNy.
CyuwectyeT 3 Tina CMA B 3aBMCMMOCTM OT BO3pacTa Hadana u
KNAUHWYeCKoW TsxxecTn: 1Tun — BepgHura —lrodmana, 2 tun —
NpPOMeXyTouHbIi, 3 Tun — Kyrenbbepra — BenaHgepa.

['eH cnnHanbHOW MblweyHon atpogun (5MB!) kapTupoBaH Ha
Xpomocome 5413. MpuumnHoin 3a6oneBaHna SBNAETCA AeneLus no-
cnefosatenbHOCTUM reHoB 5MM u ero romonora (nceegoreHa
8M1Yc) B 06nactu 7 n/munm 8 3K30HOB.

Llenb umccnefoBaHWs: OUEHWUTb 3((eKTUBHOCTb MOMEKYNApP-
HO-TeHeTnYecKoi amarHocTukn CMA y nauueHToB Pecny6amku
KasaxctaH (PK).

MonekynspHblin aHanu3 6bln NpoBedéH 19 nauueHTam ¢ KNu-
Huyeckumu npusHakamm CMA, metogom MLUP ¢ ucnons3osaHnem
Habopa npaiimepoB npou3sogctBa OO0 «LleHTp MONeKynspHoii
reHeTUKW». AHann3 No3BONSET BbIABUTL Aeneunn 7 n/mnm 8 akso-
HOB reHa 5MLU

MpoBeaeHe MONEKYNAPHO-TEeHETUYECKON AnarHocTnkn CMA
B PK 6b110 HayaTo B mntone 2014 r. Y 11 naymeHToB Oblnn BbisB/E-



