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Pa3aHckas obnactb

1998 — 2014 rogbl
* 50O AEeTeN M NOAPOCTKOB, KOTOPbIM YCTAHOB/IEH AMArHO3
3/10Ka4YeCTBEHHOIr0 HOBOOHPA30BaHMS
* 3360/1€BaeMOCTb 3/10Ka4€CTBEHHBIMW HOBOOOpPa30BaHUAMM
15,8 Ha 100 TbIC. 4EeTCKOro HacesieHUS

FMCTUOLUTOSDI CONUAHbIE
n=12 (3%) onyxoau n=161
(32%)

3/10Ka4YeCcTBEHHbIEe
nmméombl n=82
(16%)

onyxoau LLHC
NenKOo3bl N=144 n=101 (20%)

(29%)




* 21 pebeHOK C FreHeTnYeCkn AeTEPMUHMPOBAHHOW NATO/IOrMEN
— 4,2% OT BCEX C/IyYaEeB 3/10KAYECTBEHHbBIX HOBOOHPa3oBaHMM

|
dakomaTo3bl

CuHapom Hunmverena N

CuHgpom JlayHa I
CuHgapom Jlu Opaymenn
AnsrnHesua roHas 46 XY N
CuHgpom PotmyHga-TomncoHa [N
TnposvHemuns N
[
—

femuruneptpodus

AHupuauns




[eHeTUYeCKNI CUHAPOM

Tun 310Ka4yeCcTBeHHOro
HoBOoOb6pa3oBaHusA

Henpodurbpomartos tmna 1

MArkoTKaHHbIe CapKOMbiI

Henpobnactoma

Onyxo/1b FONIOBHOIO MO3ra

CuHapom HunmereHa

T-numdobnacTHaa iMmdpoma

MNepudepunyeckas T-knetouHas AMMPpoma

AnddysHasna B-kneToyHas
KPYMHOKAETOYHaa MMmMmpoma

CuHapom AlayHa

OcTpbint IMMPODHNACTHBIV 1IENKO3

OcTpble MUEeNOUAHbIE 1EMNKO3bI




[eHeTMYECKMI CHHAPOM Tun 310KayecTBEHHOrro
HoBOoOb6pa3oBaHusA
AvcreHesns roHag 46 XY [AncrepMmHomMa AMYHMKOB
CuHgpom PoTMyHAa-ToMncoHa Pak koxu
TuposnHemus [enaTouenntonspHbIv pak
CuHapowm Jln OpaymeHnu JiInmdoma XoaXKMHA
Tyb6epo3HbIn ckiepos Onyxonb Bunmca
lfemurnneptpodpums Onyxonb Buamca
AHnpuauns Onyxonb Buamca




* 12 geTaMm (57,12%) AMArHO3 reHeTnYeCcKmu
AETEPMUHUPOBAHHOIO 3aboseBaHmA Obls1 BNepBble
YCTAHOBJIEH NMOC/1€ BbIIB/IEHMS 3/TOKQUECTBEHHOIO

HOBOObOpa3oBaHMS




* y3u35aeTen Cc cuHApomMoM ZlayHa NenKko3 MMest BPOXKAEHHbIN
XapakTep

* Y 4 U35 AeTen C cuHapomomMm JlayHa, pa3BMBLUMX OCTPbIN IENKO3,
MMENCA BPOXAEHHbIN MOPOK CepAL,a

* y aeBoukmn J1., 16 net c AnarHo3om AMmepoma Xo 4 XKMHA
NMoBOAOM 3anog03puUTb cUHAPOM JIn QpaymeHun bbisio
nepeHeceHHoOe MaTepbto pebeHKka B AeTCKOM BO3pacTe
O4HOTUMNHOE 3/10KaYeCTBEHHOE HOBOOOpPAa30BaHUE;

BCKOPE NOC/Ie 3aBEPLUEHNS MPOTMBOOMYXOEBOI0 JIEYEHUSA Y
60/1bHOW BbINV BbliAB/IEHbI MHOXECTBEHHbIE «0Yarm» B JIETKUX U
«OCTEOMUENINT» TPYAHOrO MNO3BOHKA, HA AaHHbI MOMEHT
NpoBOAUTCA ANPPepeHLnaNbHANA 4NATHOCTUKA MEXAY
Ty6epKynesom 1 onyxoJsibto




* cpeaun aeten ¢ 3H B Psa3aHckom obnactm y 5 naumneHToB (1%)
pa3BuKIacb BTOPas ONyXo0J/b

* Y 3 13 HUX BTOPAs OMNyx0/ib Pa3BmMaAaCb Ha GOHE FreHeTUYeCKH
AETEPMUHMPOBAHHOIO 3ab01eBaHUS:

[MayneHT P., 10 net

Tybepo3HbIn ckaepo3

1- onyxosb: Pabaommoma cepaua

2-1 onyxosb (4Yepes 10 net): HeppobaacToma




[MauneHT P., 14 net

CuHapoM HunmereHa

1- onyxob: T-numdpobiacTHas
nmmdoma

2-§1 OMyx0/ib (4epes3 1 roa):
AZeHoKapLMHOMa Xenyaka

[TaumneHTHY., 10 Nnet

CuHgpoM HunmereHa

1-8 onyxo/ib: T-ammpobnactHas immdpoma
2- onyxosb (4Yepes 6 net): OcTpbIn
B-anmdobnacTHbIn nenkos




CONMAHbIEe onyXxosin (N=9)
e 7 aeten (77,8%) nmenu ctaguto -1V

* y7aeTen (77,8%) onyxosb MMena sMOpPUOHaNbHbIV XapaKTep

* 06uwas BbKMBAEMOCTb AeTeun, pa3BuBmx 3H Ha PpoHe

reHeTMYeCckou NaToNorum, coctaBsmaa —33,3%




BbiBOAbI:

* Hanbonee yacTbiMm reHeTUYECKMMM BONE3HAMM, COMPSAKEHHBIMU
c pa3Butmem 3H, y geteun B Ps3aHckom obnactm bbiain
dakomaTo3bl, 6one3Hb [layHa 1 NepBUYHbIE UMMYHOAEDULUTDI.

* [layneHTbl C CMHAPOMOM HunrMereHa peasim3oBanm
3/10KQYeCTBEHHYIO OMYyX0J/ib BO BCEX C/Iy4YasaX.

* Cpegu feTeun C reHeTUYeCKM AeTEPMUHUPOBAHHBIM
3abosieBaHMEM, Pa3BUBLUNX COUAHYIO OMYyXO/b,
HOBOObOpa3oBaHMA B 60/IbLUIMHCTBE CyYaeB UMeNn
SMOPUOHAbHbBIN XapaKTep.

e Onyxo/1eBbiM NPOL,ECC, BO3HUKLLMN HA GOHE FeHETUYECKOW
naTo10rnm, B 6ONbLLIMHCTBE CY4aeB MMEJT MI0XOM NMPOrHO3.




Cnacubo 3a
BHMMaHMue




