. AKYTCKUM MEANLMHCKAN YKYPHAT

CIMYYAN N3 MPAKTUKN

BpoxgeHHass  rmnepnnasusa  Kopbl
HagnovevHn—koB (BIKH) — ato pacnpo-
CTpaHeHHOEe  ayTOCOMHO-peLecCcnBHOE
3aboneBaHve c 4acToTom “kraccuyec-
knx” ¢popm 1 : 5000 - 28 000 HOBOPOX-
JeHHbIX, “Heknac-cudeckon” 1 : 27 - 333
B 3aBMCUMOCTWM OT nonynsuumn (Speiser
P., 1987; Azziz R., 1989; Morel Y., 1991;
Hsien-Hsiung Lee, 2000; Hekpacosa
M.®., 2004; Cynnotosa J1. A., 2006). B
95% cnyyaes BI'KH saBnsetcs pesynb-
TaToM gedumumta depmeHTa 21-rmapok-
cvnasbl (uutoxpom P-450c21) (Nebert
D.W., 1991).

Mo Hawmm JaaHHbIM, cpeaHasa pacnpo-
CTPAHEHHOCTb  Kraccuyeckon opmbl
BPOXAEHHON AMCHYHKLMM KOpbl Hagmno-
yeyHukoB - 0,8 Ha 100 000 HaceneHwus
Pecnybnukmn Caxa (Akytusi) — 310 npwu-
mepHo 1: 125 000 HaceneHus, 4YTo cpaBs-
HMUMO € pacnpocTpaHeHHocTbio BAKH B
mMockoBckow nonynsuumn - 1:100 000 (Ky-
paesa T.A., 2005). [No gaHHbIM 9HAOKPW-
Honornveckoro otaenenns PBNe1-HLIM
ML, Ha gucnaHcepHOM yyeTe HaxoauTCs
12 peteit n NOQPOCTKOB, U3 HUX 5 (41,7%)
- C conbaedULNTHBIM BapnaHToM (B TOM
yncne 1 ymep OT Kpu3a HafnoYe4HWUKO-
BOW HepocTaTtoyHocTu B 2006r.), 7 geten
(58,3%) — ¢ BupunbHon chopmon BOKH.
66,7% peten xeHckoro nona, 33,3% -
MYXXCKOro nora (COOTHOLLUEHWE OeBOYeEK
1 mane4yukoB coctasuno 1:0,5).

B nuTtepaType cemenHble cny4vau
BOKH onuceiBatoTcs kpariHe peako.

Mbl npeacTaBnsieM KNMHUYeckoe onm-
CaHve CeMEeNHOro criyyas BUPUSIbLHOIO
BapuaHTa Krnaccuyecko (opMbl BPOX-
OEHHOM ANCHYHKUMM KOPbl HAAMOYeYHM-

AKOBJIEBA CBeTnaHa SlHOBHa — 3aB. KOH-
cynetatneHon nonuknuHukon ML, PB Nei-
HUM; DOAHUIIOBA TanuHa WBaHoBHa
— K.M.H., 3aB. otaenenunem [, P Ne1-HLM;
BYPLEBA TatbsiHa EropoBHa — K.M.H., 3aB.
na6. AHL, CO PAMH; YACHbIK BsiuecnaB
FpuropbeBuy — a4.M.H., npod., 3aB. Kaden-
por CMG6IMMMA.

C.A. Axoenesa, IN. Nanunosa, T.E. bypuesa, B.[.YacHbIk
KNMMHUYECKOE ONMUCAHUE CEMEWHOIO
CNYYAA BUPUINTbHOIO BAPUAHTA
KINACCUYECKOWN ®OPMbl BPOXXOEHHON
ONCOYHKUUU KOPblI HAOMOYEYHUKOB

B AKYTCKOWU CEMbE

KOB B SIKYTCKOW ceMbe. B gaHHOM cembe
pebeHok oT 1 6epeMeHHOCTN ymep B
Bo3pacTe 3 MecsleB OT KULLIEYHON WH-
dekunm (pBOTA, XNOKMIA CTyr). Bosamox-
HO, MMena MecTo conbTepsitoLLas dopma
BOKH.

PebeHok oT 2-11 6epeMeHHOCTN, MYyX-
ckoro nona, 1989r.p. — cocTonT Ha yyete
C AvarHosom: BpoxaeHHas ancdyHKums
KOpbl HaAMo4YeYHKoOB, BUpuUnbHast dop-
Ma. [OuarHo3 6bin BbICTaBMNEH TOMbKO B
Bo3pacTe 5 net npwu nosiBNeHUU npu-
3HAKOB MPEXAEBPEMEHHOIO  NMOMOBOro
pa3suTuns (BbICTpble Temnbl pocTa, HU3-
KM ronoc, nobkosoe osoroceHue). Mpn
YTOYHEHUN aHaMHe3a - B PaHHEM BO3-
pacTe y Hero Habnoganucb pBoTa, Npo-
dy3HbIN NMOHOC, NoTeps Beca. Jleumncs
C OMarHo30M KuLleYHasi MHPEKLUS 1 Mo
TSDKECTU COCTOSHUS MonyYvan npegHus3o-
NoH. BeposiTHO, umen MecTo conbTepsito-
wur komnoHeHT BOKH. Jleuenne BOKH
HayaTo No3gHo - B 9-neTHemM BoO3pacTe
u3-3a HexernaHus mMatepu faBaTb rop-
MOHarbHble Npenaparbi.

3-1 pebeHok 04.01.01r. 6bIn B 3KeC-
TPEHHOM MOpsiAKe rocnMTanM3npoBaH B
3HOOKPUHOMormyeckoe otgeneHue [le-
amaTtpudeckoro LeHTpa B BospacTte 1
Mecsl, C xanobamu: Ha YacToe CpbIrn-
BaHMe, MHOTOKpaTHYl PBOTY, OTKa3 OT
niwuy, notepr B Bece. M3 aHamHesa:
pebeHok OT 6- GepeMeHHOCTH, NpoTe-
KaBLlen B 1-1 NOMOBUHE C TOKCUKO3OM,
aHemuen. Popabl TpeTbn, B CPOK, one-
paTuBHble. VmMeno mecto npexaeBpe-
MEHHOE M3NWTUE OKOSOMMOAHbIX BOf,
YacTuyHasi OTCroMKa HOopMarnbHO pac-
MONoXeHHOW NnaueHTbl. Bec npu pox-
neHun — 4290r, poct — 57 cm. OueHka
no Anrap — 8/9 6Gannos. CpbirMBaHve
Hayanochk rnocre BbIMUCKM K3 pogaoma.
Yepe3 HECKOnbKO [OHEN CpbIrMBaHuS
y4acTUINCb, HayYanucb 3NWU304bl PBOTHI
doHTaHOM. Havan TepsaTb B Bece, OTKa-
3biBarncs ot eabl. B Bospacte 1 mecsua
0o6paTunMcb K SHAOKPUHOIOTY, KOTOPbIV
HanpaBun B 3HOOKPUMHOMOrMYeckoe oT-

aeneHne PB Ne1-HLIM ¢ nopospeHuem
Ha BOKH. MNpu noctynneHuun: coctosiHne
Tsbkenoe.  TenocrnoXeHne nponopumo-
HanbHoe. MNoOKOXHO-XMpOoBas KrneTyaTt-
ka crnabo BblpaxeHa. PocT — 57 cwm, Bec
— 4 xr (nedpvumt Beca — 16%). KoxHble
MOKPOBbLI  CMYITible, TMnepnurMeHTaums
YLUHbIX PaKOBWH, COCKOB, MOLLOHKM, MO-
NI0BOr0 YneHa, nNpomMexHocTn, 6enow
NUHUK xmnBoTta. CRusncTble BRa)Hble,
yuncTble. A3bik crierka obnoxeH Genbim
Hanetom. Bonocbl Ha romnose rycrble.
B.p.=0,5X0,5cm. B nerkux nyapunb-
Hoe OblxaHue, XpunoB HeT. CepaedHble
TOHbl PUTMUYHBIE, AAcHble, YCC=120 ya.
B MUH. XXMBOT Msrkui, 6/6. NeveHsb, ce-
neseHka He yBenu4yeHbl. CTyn yepes 2
OHs. BbicTaBneH KNUHWUYECKUA OnarHos:
BOKH, conbrepsitowas doopma Ha OCHo-
BaHWW Xanob, aHamHe3a, 0OBLEKTUBHOIO
ocmoTpa 1M nabopaTopHbIX Mccregosa-
HWUI: anekTponutel K + = 6,7 mmonb/n,
Na + = 134 mmonb/n, CI=76 mmonb/n,
kopTu3on — 155,3 Hmonb/n. Kpoeb Ha 17
— OKCUMPOreCTepOoH MpeBbillan HoOpMy B
2 pasa, YTO MONHOCTbI MOATBEPAUNO
anarHos: BOKH. Co pgHsa noctynneHus
60nbHOMY HauaTbl: MHY3NOHHAA Tepa-
nns 1 3amMecTUTenbHas ropmMoHanbHas
Tepanusi rmKo- U MUHEParoKOPTUKOU-
namn. CoctosiHne pebeHka cTabununam-
poBarnoch.

KatamHes: ctapwewmy J1. 18 net, poct
159 cm, Bec 49 kr. MonyyaeT npegHu3o-
NnoH 5 mr B geHb. KocCTHbIM Bo3pacT
cootBeTcTBoBan B 13 ner 18-19 rogam.
BTopuyHOe nonoBoe pa3BuTUE COOTBETC-
TBYeT noroBo3pernioMy Bo3pacTty. Mnag-
wewmy J1. 7 net. NcuxoMoTOpHOE passu-
TVE W KOCTHbI BO3pacT COOTBETCTBYHOT
nacnopTHoMy. [NonyyaeTt npegHn3onoH 5
mr\cyT n kopted 10mr\cyT.

B paHHOM cembe WUMeeT MecTo BuU-
punbHaga dopma BAKH, npotekatowas ¢
COMbTEPSIOLLMM KOMMOHEHTOM B paHHEM
Bo3pacTe. OHa HacnegyeTcs ayTOCOMHO-
peueccuBHo. K coxaneHnuo, gaHHas ce-
Mbs1 He obcrnefoBaHa reHeTUYECKM.





