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"peHaTaJIbHaﬂ quarnocruka (IT/1) maciaencrBen-
HBIX U BPOXKJCHHBIX OOJIE3HEH — pasjgen MEAUITMHCKON
reHeTuky, BO3HUKmui B 1980-x rogax. B riane npakru-
geckoil MeaunuHbl 11/l mpexcraBiasger co60i KOMILIEKC
BPAYEOHBIX U JUATHOCTUIECKUX MEPOIPUATHI, HAIIPaB-
JICHHBIX HA BBISIBJICHHE Pa3TUIHBIX aHOMAIUN BHYTpU-
yTpoOHOTrO pasBuTHsA uenobeka. Ilo manHbBIM Beemup-
HOI OpraHU3aInU 3paBooxpanenus, y 2,5-3% Bcex Ho-
BOPOXK/JICHHBIX OOHAPYKUBAIOT PAa3THMYHBIC TOPOKU Pa3-
BuTHsA [1]. BpoxneHHBIC TOPOKN Pa3BUTHSA — OJHA U3
BOKHEHIINX MPUYNH PENPOJYKTHUBHBIX MOTEPb B pas-
JINYHBIE CPOKU GepeMeHHOCTU — OT 14 10 22% B 3aBUCH-
MOCTH OT CpoKa 6epeMeHHOCTH [2]. OHM 3aHIMAIOT CTa-
OIJIBHO BBICOKOE MECTO B CTPYKTYpE MJIAJCHYECKOMH
cmeprHocTu: B Kanyskckoit oosmactu B 2009-2011 rr. — ot
23,7 10 29,3% [3].

B macrosimee Bpems Giarojapsi JIydmieil BbISIBIISIC-
MOCTU HAOJIOAAETCS HEYKJOHHBII POCT 4YMCIa JeTen
C BPOKJEHHOU M HACJIEACTBEHHOU NATOJOTUE pa3any-
HBIX OPraHOB M CHCTEM, B TOM YHCJIE IIOYEK U IEYEHMU.
IIpuyem oGycnoBIEHHBIE UMU 3200JEBAHUS — OJHA U3
OCHOBHBIX IIPUYMH PA3BUTHA XPOHUYECKOH IOYEUHOU
1 I€YEHOYHOU HEJIOCTATOUYHOCTH [4] — BEAYT K TAKEJI0N
COMATHYECKON U CONMAIBHOMN JIe3aanTarii GOIbHBIX
¢ KpailiHe HeOJaronpusATHLIM KJIMHHUYECKUM HCXOJOM.
Hawnb6osee nepcrekTuBHOE HANIPABJICHHUE KyPAIUH 3THX
cocrosaum — [1/1.

Hemopuweckan cnpasxa. BuepBblie ayTOCOMHO-
penieccuBHbIA nonnkucTo3 nouek (APITI) ormcan xak
ocobast (opma monukucrosa modyek B 1902 rony.
B 1947-m P. Lambert ony6aukoBan paGoTy O IMCTOTO-
norpaguueckoM U (PyHKIMOHATLHOM COCTOSIHUHU KHC-
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TO3HO M3MEHEHHBIX He()POHOB U BBICKA3AI [TOJIOXKEHNE
0 KHCTO3HO U3MEHEHHOM He(ppOHE KaK (PYHKITMOHUPYIO-
meit exnaMAIe nouku [5]. B 1949 roxy 9.1. I'mvmmenscon,
OIMCBIBAS MTOJIMKUCTO3 [IOYEK, HAIIE] ITOATBEPKICHNE
3TOMY B OJJHOBPEMEHHOM OOPA30BAHUH KHUCT B II€YEHU
u apyrux opranax [b]. B 1964 roxy V. Osathanondh
n E. Potter xnaccupuruposamu APIIIT kak 1-i Tun
noiukucrosa [6]. B 1971 roxy H. Blythe u B. Ockenden
BBLIEJIIIIN YeThIpe KIMHUKO-MOpdororndeckue (popMbl
APIIIT — mepuHATANIBLHYIO, HECOHATAIBHYIO, MH(PAHTUIb-
HyIO " IOBCHI/UII)HYIO — B 3aBUCUMOCTH OT HpOI_[eHTHOFO
MOPAXEHUS KaHAJIbLIEBOTO ammapara modek [6].
Janpretimee naydenne mpobaemnr APIIIT moxasaro
HEOJHOPOJAHOCTb MOP(OJIOrHIECKUX NU3MEHEHN B ITOY-
KaxX C HAJIMYMEM B HUX KUCT KakK 1-ro Tuma, Tak u KomMmou-
Hanuu 1-ro u 3-ro Tunos no kraccuduxanuu E. Potter
[7].

Bpoxaennsiii pubpo3s nedenn (BPII) - spoxjen-
Hast (pUOPOKUCTO3HAST OOJE3Hb HedYeH! (OHLINAPHBIN
¢ubpoanrnomaro3 mnedeHd, (pUOPOAHINOALEHOMATO3
[IEYEHH ) KaK U30JHPOBAHHOE CTPAJAHUE, HE CBSI3AaHHOE
C maToJiorueil movek, srnepsoie onucano B XIX Beke.
B 1929 roxy Mc Mahon BeIAenI €ro Kak CAMOCTOSITE/TD-
HYIO HO30JI0rudeckyio eaununy [8]. CHHOHIMBI JaHHO-
ro 3a607€BaHUS OTPAXKAIOT pasHble Mo ¢dopme, HO
€A1HbIC IIO CyTI/I HaTOMOp(I)OJIOI‘I/I‘«ICCKI/IC N3MEHECHUA
MEYEHN Y JaHHOH rpynmel 60abHbIX. [To MKB-10 APTIIT

u BOII oTHOCATCA K BPOKACHHBIM MOPOKAM PA3BUTHS
MOUYEBOI CUCTEMbI U BpO)KZ[CHHbIM AHOMAJINAM XKEJI4-
HBIX IPOTOKOB U nevyeHu [9].

B 1973 roxy M. Thaler et al. BbICKa3a111 IPEAIIOJIO-
sxkenure o ToMm, uro APIIIT u B®IT - egunas 6oxe3usn, B
OCHOBE KOTOPOM JICKUT HAPYIIEHNE dMOPHOHAIBLHOTO
PasBUTHUSA COETUHHUTENbHON TKanm [6]. B 1995 ronay
L.M. Guay-Woodford et al. ycramosmmm, uro APIIIT
u B®IT - geiicrBuTenbHO equHoe 3abojieBaHue, Hace-
JyeMoe II0 AyTOCOMHO-PELIECCUBHOMY THILY, CBSI3aHHOE
¢ xpomocomoii 6 (p21.1-p12), gedpexrom rera PKHDI,
cocrosmero us 67 sksonos [10, 11].

OcHoBHbBIE, O00dA3aTeNbHbIe MOpdoaorundyeckue
[NPU3HAKYU GOJIE3HU — DKTA3Us MOYCUYHBIX KAHAIBIECB U
(puOpOKNCTO3HbIE N3MEHEHUS BHYTPHUIIEYEHOUYHBIX
JKEJIYHBIX IPOTOKOB PA3HOU CTEIICHHU BBIPAXXECHHOCTH.
B xmmHMYECKO 1 MOP(OTOruIecKoil KapTuHe 60y€e3-
HU, KaK [IPABIJIO, IMEETCsI 0OPAaTHAS 3ABUCUMOCTD MEX-
Ay MOpXKEHUEM [TOoYeK U medeHu [7, 12].

JlanHble O PACIPOCTPAHEHHOCTH GOJIE3HHU IPOTUBO-
peuussl — ot 1:6000 go 1:55000 poxxaenuii [13]; o xan-
HbM K. Zerres, G. Myocher, ]. Becker et al., — 1:20000 poxe-
HU; 9aCTOTE reTepPO3UroTHBIX HocuTeel — 1:70 [10, 14].

IIpuBogUM KJIMHUKO-aHATOMHYECKOE HaOJII0JeHUe
IT/I ayrocOMHO-pELeCCUBHOTIO MHOJUKUACTO3a IOYEK U
BpOXKAEeHHOrO pudposa neyenu (BPII) y wienos oxHoit

Domo 1. Mnoocecmeennvie mybysapusie kucmo: nowex. Oxpacka eema-

MOKCUAUNOM U 303UHOM; X100

Domo 2. Kucmosno pacuupennwie scerunvie npomoxu guoposuposan-

HBLX nopmarvuoulx mpaxmos. OKpacka 2emamoxcusunom U I03UHOM;
x100
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ceMbH, MPOBeJeHHOe Ha 6ase Kamyxkckoii obmacTHOM
JETCKOHN GOTBHUIIBI COBMECTHO ¢ jgaboparopueii JJHK-
AMArHOCTUKM MeJIMKO-TEHEeTUYECKOrO HayYHOIrO IEHT-
pa PAMH.

Cemba [1. maThb — 31 rog, oren — 33 roga, KIMHUYECKU
3poposel. IlepBas um BTOpasgs GEPEMEHHOCTH y MaTepH
(HexelaHHBIE) 3aBEPIIWINCh MEIULIUHCKUMH abopra-
MU B paHHHE CPOKH.

ITpobano 1: mnox myxckoro mosa, macca 810 T
minHa 34 oM, ot 3-it 6epemennoctu (2009 r.), mporexas-
IIEH C reCTAIMOHHbIM nuesoHedpurom Ha 12-14-it Hex.
IIpu yabrpasBykoBoM wuccaegoBanun (Y3HM) mrona
B cpok 20-21 Hes 6epeMEHHOCTH BBISIBICH MOJIUKHUCTO3
IIOYEK, B CBA3M C YEM IIPOU3BEACHBI HUHJIYIMPOBAHHbIE
POJBI IO MEAUIIMHCKUM IIOKa3aHUSAM CO CTOPOHBI ILIO/A
Ha cpoke 24 nex. [Tocne poxaeHns u B AMHAMIKE COCTO-
AHME IUJIOJa KpaiiHe TsKejloe 3a CYeT HapyHleHUN
(yHKIMU IEHTPATbHON HEPBHOU CUCTEMBI U CEPAEIHO-
JlerouyHoi HepoctaTogHocTH. Ilpoxus 1 cytkm n 5 v,
wiox ymep. Ilamorozoanamomuneckust 0uazno3: ayTol-
CUsl C THUCTOJIOTHYECKHUM MCCJIELOBAaHUEM KYCOYKOB
BHYTPEHHHUX OPIaHOB ILIOJA C IIOMOIIBIO CTAHJAPTHBIX
mertoguk: APIIIT u BOIT (penoTHNNYECKH) ¢ MHOXECT-
BCHHBIMU TYOyJAPHBIMU KHUCTaMH 1-To u 3-To THUIOB
(o xnaccupuxanuu E. Potter), BBIpa)K€HHBIMU KHUCTO3-
HBIMM HM3MEHEHUSMH COOMPATEJbHBIX TPyOOUeK
B ITOYKax (¢omo 1); pubpos, paciupeHre IOPTATbHBIX
TPAKTOB II€YEHH C GECHOPSAJOYHBIM PaCIIOJIOXKEHUEM
KHCTO3HBIX JXETYHBIX NMPOTOKOB (gomo 2). CmepThb
IUIO/IA HACTYIINJIA B PE3yJIbTaTe IIOJIMOPTaHHOI HeLOCTa-
ToyHOCTU. PopuTessiM 6bLI0 HACTOATEIBHO PEKOMEHIO-
BAaHO I'€HETHYECKOe O0GC/IeOBaHUE, OT KOTOPOTO OHU
OTKA3aJINCh.

IIpoband 2: miop xeHckoro noia, Mmacca 509 r, giu-
Ha 32 cMm, ot 4-i1 6epemennoctu (2010 r.), mpoTexapmeit
¢ yrposoii nmpepbiBanus Ha 11-12-i1 wen. Ilpu nmposene-
Huu I1/] 1 nenenanpasiennoro ¥Y3MU mioxa Ha 20-i1 Hex
GEepEeMEHHOCTH BBISIBJICH IOJIUKHCTO3 IT0YeK. B aro xe
BpeMsl InpoBeseHa uHBasuBHag I/l (xkoppoueHtes)
C MoJIydeHneM IyIMOBUHHOM Kposu miaofa. Ha 22-it men
HPOU3BEJCHO NpepbIBaHNE GE€PEMEHHOCTU 110 MEIHUIIH-
HCKUM IIOKAa3aHUSAM IIyTEM BHYTPHIIY3BIPHON 3aIMBKU
runeproHndeckoro pactsopa NaCl. ITocre ayroncnu n
THCTOJIOTMYECKOTO MCCIeJOBAHNSA 110 CTAHAAPTHBIM Me-
TOAMUKAM IIOCTaBJE€H OCHOBHOI IIATOJOrOAHATOMHYEC-
kuii fuarno3: APIIIT u BOII. AnrenatanbHasg acpuKcus
IUIOZIA IIPU MHAYLMPOBAHHOM HAPYyII€HUHU MATOYHO-TUIA-
LIEHTAPHOTr'O KPOBOTOKA (maba. 1).

ITpoband 3: mmoj KEeHCKOro moJa, ot 5-it 6epeMen-
HocTHu (2011 r.), rpynma BBICOKOTO T€HETHUYECKOTO PHC-
ka (25%) 1Mo ayroCOMHO-PELECCUBHOMY IIOJTHKUCTO3Y
nouek. B 11 ey 6epeMeHHOCTH IPOBEAEHA MHBA3UBHAS
IT/] (actimpaiyss BOpCUH XOPHOHA).

Moanexyaapro-zenemuneckoe ucciedosanue: JHK-
aHan3 ceMbu /. CIroco6oM HpsSMOro aBTOMATHYECKOTO
CEeKBUHUPOBAHUS Ha HAIMYUE MyTAlUN B 1€CATH HAGO-
Jiee paclpoCTpPaHeHHbIX Ha Teppuropun PP sx3onax re-
Ha PKHDI1 (mpsIMbIM U KOCBEHHBIM METOJOM). Xapax-
Tep MaTepuaja: KPOBb OTIA, MaTEpPH; HYIOBUHHAsA
KPOBb 2-TO MPOO6AH/Ia; BOPCUHBI XOPHOHA 3-TO MPOOaH-
na. Pesynsrat JHK-amanmsa (tabs. 1): y oTiia ycTaHOBIE-
Ha mytanusa His3124Tyr B axzone 58 rena PKHDI B rere-
posurotHom coctossanm (His3124Tyr /N); y matepu —
N/N; y nmpobanjos 2, 3 - His3124Tyr /N.

[ panpHelmell Bepu@UKAUM JUArHO3a U BO3-
MOKHOU IE€PCHEKTUBDI poBeJeHus nocaeayomein 1171

Ta6bnuuya 1
PesynbTathl JHK-ananusa cembun [.
IOHK 58 3K30H D6S452 D6S465 D6S1662 D6S294 Rs765525 Rs9296669 Rs9689306
. His3124Tyr: A1 . D3 . B . ¢ a e g
1. Orey : : : : : :
N A3 D1 B4 c3 g c g
N A1 D4 B3 c1 c
2. Mars - .
N A2 D2 B2 . e a t c
His3124Tyr . A1 D3 B1 o . a c g
3. Mnop 2 : : : : : :
nNo Mo D4 B3 o g c g
4. Tnop 3 His3124Tyr A1 D3 B1 C1 a c g
N A2 D2 B3 ¢ a .t ¢

] MyTanTHbIe annenu otua

] MyTanTHbIe annenu matepu
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HPSAMBIM U KOCBEHHBIM METOJIOM IPEAIPUHATO UCCIE0-
Banne /IHK cembn /I. ¢ ncrnonb3oBaHuEM HOJUMOPQ-
HbIX MapkepoB D6S452, D651662, D6S294, D6S465,
¢aKHpyOmMUX 06,1acTh JoKanu3anuu resa PKHDI.
Y npobanzga 3 o6HApy)eHA PEKOMOUHAINS B XPOMOCO-
Me, mosydeHHo# oT matepu (B3, Cl), ¢ puckom poxae-
Hust 601bHOTO pebenka 50%.

IIpoBeneHo KONOIHUTEIBHOE MOJIEKYIAPHO-TeHETH-
YEeCKOe MCCJIeJOBAHUE C MCIIOJIb30BAHUEM BHYTPUICH-
HbIX (BHYTPEHHUX) MapkepoB rs765525, rs9296669,
rs9689306. YcraHoBI€HO, 9TO y Tpo6aHaa 3 — peKkoMou-
HAIUs B XPOMOCOME, II0Jy4EHHOI OT MaTepH, POU3OII-
ga B 5' — ygactke reHa (sk30HBI 1-32). C yueTom ¢pusn-
YECKOro pa3Mepa I'eHa BEPOATHOCTb PEKOMOMHAIIMM B
JaHHOH obyactu — 6%. BeposaTHOCTb poxeHus 310po-
BOro pebenka — 94%.

V33U mwropa Ha 17-i1, 21-i1, 36-it Hex GepeMeHHOCTH:
HATOJIOTUH [IOYEK U JAPYTUX BHYTPEHHUX OPIaHOB HE BbI-
siBieHo. Poasr cBoeBpemennsie — 15.02.2012 r., macca Te-
Jga geBoukd — 3250 1, gmuHa — 52 CM, OLIEHKA IO LIKAJIE
Amnrap - 8/9 6annoB. PaHHNIT HEOHATATLHBIN MEPHUO/,
6e3 ocobeHHOCTEeH. BpInrcana U3 poJuIbLHOrO JoMa J0-
MO B yZ[OBJIETBOPUTEIBHOM COCTOSHUU.

Y AByX mepPBBIX MPOOAHA0B ceMbu /I, ArmarHocTHpo-
BAaHO pEJKOe, TEHEeTHYECKH JeTePMUHUPOBAHHOE
3a6onesanue APIIIT u BPII ¢ Hammunem Bepudumupo-
BanHOU MyTarun His3124'Tyr B sk30He 58 rema PKHDI1
B rerepoaurorHoMm cocroguun (His3124Tyr /N).
Hocurenb JaHHONH MyTallu B CEMbE — OTEI] TPOOAHIOB.
Braromaps I1/] u yriy61eHHOU reHeTHYeCKOU Bepudu-
Kanuy OO0JIE3HM, HECMOTPSA Ha HAJIUYUE MYTAIUU
(His3124Tyr/N) n y 3-ro mpob6anga, B cembe Jl.
HPOUBOIIIO POXKAEHUE 340poBoro pedenka. [Iporunosu-
pOBaH JaJbHEWUIINH PENpPOAYKTUBHBIM IOTEHIIUAI
3TOH ceMbH.
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Hab6uiogeHue mmocTpupyeT HeOOXOUMOCTD KOMIT-
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MIPUBJIECUYEHUS K pabOTe CIEIUATICTOB KITMHUYIECKAX OT-
JeJleHu (OTAeleHne TeHeTUKH, 1lenTp IIaHnpoBaHus
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ABTOpPBI CTaTbU BBIPAKAIOT IIYOOKYIO NPHU3HATE]Ib-
HOCTDb COTPYAHMKAaM MeAUKO-T€HEeTUYECKOr0 HAaydHOTO
nearpa PAMH, ma6oparopun JHK-inarHoctnkn 3a
MOMOIIb B TPOBEJCHUN MOJEKYIAPHO-TCHETUIECKUX
HCCaeJOBAHUM.
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