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BOJIE3Hb ®ABPMW.
OCHOBHASl UHDOPMALIUS

3Ta 6poLopa NpM3BaHa 0TBETUTb HAa HEKOTOPbIE BOMPOCHI, KOTOPble MOTyT
BO3HWKHYTb O NPUYMHaX, HacnenoBaHUK, ANArHOCTUKE U NIeYeHUM 6oNe3HU
®abpun, a TakKe NpeanaraeT peKkoMeHaauum ans Bawmx poaHbIX Unu
61M3KUX, KOTOPbIE UMEIOT TaKOM AMarHos.

Cpa3sy oroBopuMcs, 4To 3TO He MeaULMHCKOe nsgaHue. Mol He gaem
rapaHTUM abCoNIOTHOM TOYHOCTU MHPOPMALMKU, KacaTeNbHO MeaULIMHCKMX
BOMpPOCOB. Ho Mbl yBepeHbl, YTO 3Ta 6poLltopa MOMOXXET MHOTUM: BpayaM -
pacno3HaTb 6one3Hb Pabpu B pa3zHoob6pasnm CUMNTOMOB, NaUMEHTaM C
NoAo3peHMEM Ha CUMNTOMbl 6one3Hn Pabpu GpaTUTbCH K Bpayy 3a
YTOYHEHWEM AnarHo3a; TeM NaumeHTaM, KOMy y>Ke NocTaBneH AnarHos -
He NpepbiBaTb IeYeHns, N 0693aTeNnbHO y6eamTb CBOUX POAHbIX M BIN3KNX
npoBepuTbCca Ha boneaHb Pabpwn.

BonesHb Pabpu — 3TO XpoHMUecKas
HacnencTBEHHas, Nporpeccupytowan peakas
NaToNOrna, KOTOPOe BO3HWKAET N3-3a OTCYTCTBUSA
aKTUBHOCTU BaXXHOI0 ANA CNa)KeHHoW paboTbl
opraHn3Ma pepMeHTa — anbda-ranakTo3nagasbl —
B pe3y/ibTaTe reHeTUUYEeCKOoM MyTauun.

YTO BAXXHO 3HATb NAUMUEHTAM:

Y Kaxkgoro naumeHTa 6onesHb Pabpu MOXKET NPoSABNATLCS MO-Pa3HOMY, CTEMNeHb
BbIPa)X€HHOCTM CUMNTOMOB 1 UX KOMBUHaUMKM MOryT oTanyaTbes. OaHn
nauMeHTbl CTaNIKMBAKOTCA C HapyLWeHUIMU cnyxa, 3peHus, NoTooTAeNeHuns,
paboTbl XXKT, y HUX nosiBNAeTCA yCTanoCcTb U Aenpeccus, Apyrmx 6ecnokoaTt
6onee TAXKesble CUMMTOMbI — NOYeYHass He4OCTaTOYHOCTb, CEPAEYHO-

cocyaucTble NpobiemMbl, paHHUM UHCYNbT. M3-3a 60/1bLLOIo KoIMYecTBa
BO3MOXXHbIX CUMMNTOMOB 6bIBaeT OYEHb TPYAHO OTINMUUTL 6one3Hb Pabpu ot
6onee pacnpocTpaHeHHbIX 3a60neBaHU, 1 NALMEHTbl MOMYT B TeYEHWE MHOTMUX
neT ocTaBaTbCcs 6€3 NpaBMNbHOIro AnarHosa.

Mo3aHsAA nocTaHOBKa AMarHosa, OTCyTCTBMUE J1IeHeHUAa UJiin ero oTCpoykKa
npuBOoAAT K YXyALWWEeHUI COCTOAHUA, CHUKEeHUIo KavyecTBa
N NpoaAoHKNTEJIbHOCTU XXN3HMWN.




CUMNTOMbI BOJIE3HU

Ka)xablv UenoBeK MOXXeT MMETb pa3Hble CUMMNTOMbI 3aboneBaHUsA
M3-3a MHAMBUAYaANbHbIX 0CO6EHHOCTEN opraHn3ma.
Hanbonee pacnpocTpaHEéHHble NPU3HAKU M CUMNTOMbI 60NE3HU:

NPOABNEHNA BOJTIE3HU ®ABPU Y B3POC/J1bIX

1

XPOHUYECKASA YCTAJIOCTb,
CHMXXEHUE
TOJNEPAHTHOCTU

K ®U3NYECKUM HATPY3KAM

2

BOPOHKOBUOHASA
KEPATOMATKUA

MATOJIOTMYECKNE
COCTOAHWSA POroOBULLbI
TIA3A

3
rmnornapro3

CHWXXEHWE
MOTOOTOEJIEHNA.

MJ0XAA NMEPEHOCKMOCTb
MEPEMALOB TEMMNEPATYP.
HEMEPEHOCWMOCTb XXAPbI

4

CEPOEYHO-COCYOUCTBIE
OCJTIOXXKHEHUA

APUTMUW. ONCOYHKUMNS
KNTAMAHOB CEP[LLA.
MHDOAPKT MUOKAPLA.
CEPOEYHAY
HELOCTATOYHOCTb
CVHOPOM BHE3AMHOW
CMEPTW. TMMNEPTPO®UA
MUVOKAPIA.
KAPOMOMMOMATUA
HEACHOI0 rEHE3A

y |

5

BOJ1b N XXXEHUE B
JIAOOHAX N CTOMAX

6

NCNXUYECKUE
PACCTPOMNCTBA

B T.4. AEMPECCH4A

7

PAHHUE NHCYJIbTbI,
HAPYLLEHNA
MUKPOLUUPKYTALUNN
MO3rA

8

CHUXXEHUE CNTYXA,
LWYM B YLLAX

9

HAPYLWEHNE ®YHKLINA
MOYEK

MNOYEYHA4A
HEOOCTATOYHOCTb W OP.



HACNEAOBAHUE BOJIE3HU ®ABPMU:

Ka)kpas KneTka yenoBeyecKoro Tefna cogepXuT X-XpoOMOCOMbI, HECYLME FreHHY0
nHpopMauumio. B kneTkax yenoBeka coaep>xnTca asa Habopa reHoB: OT MaTepu U oTuUa.
Y »eHLWWH aBe X-XpOMOCOMbI - OflHa OT MaTepu, a gpyras - oT oTua;

a y My>X4nH X-XpoMocoMa oT MaTepu 1 Y-XxpoMocoMa — OT oTua.

BoneaHb Pabpu nepenaeTcs oT poauTeNen K AeTsM.

leH, KOTOpbIM NoBpeXkaaeTcsa Npu 6one3sHn abpu, HaxoanTcsa Ha X-xpoMocoMme,
uTO BefAeT K bonee TAXKenomy TedeHUIo 3aboneBaHusa y My>X4UuH 1 6onee nerkomy,

UHorga 6eccCMMNTOMHOMY UM NPOABAAIOLWEMYCS TOJIbKO B NO3AHEM Bo3pacTe -
Y JKeHLUUH.

OT MaTepu NoBpeXXAEeHHbIN reH nepepaeTcs AeTAM He3aBMCUMO OT UX Nnona B
cpeaHeM c yactotom 50 Ha 50, a oTel MOXKeT NepenaTb NOBPEXXAEHHbIN reH
TOJZIbKO CBOMM fi0HMEepPSAM.

Takoe pacnpefeneHve NPUBOLAUT K ABYM CLeHapUaM:
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KAK Y3HATb O AUATHO3E?

BbisiBUTb reHeTMUYeckoe 3aboneBaHne 06bIYHO MOXKHO C MOMOLLbIO Pa3HbIX BUAOB
CKPUHUWHIra: HeoHaTanbHOro (CKPMHUHI HOBOPOXXAEHHbIX), CENEeKTUBHOIO (CKPUHUHI
B rpynnax pucka), ¥ CeMemHOro CKpUHUHra.

HeoHaTanbHbI CKPUHWUHT Ha 60ne3Hb Pabpu B Poccun He npoBoauTCA.

CENNIEKTUBHbIW CKPUHUHT B TPYMMNAX PUCKA — CKPUHWHF rpynfbl I0Aew ¢
3aboneBaHMeEM, y KOTOPbIX BEPOSATHOCTb ANArHOCTUKM 60ne3Hn Pabpu 3HaUYMTENBHO
BbllLE, YeM y 0OLLEN MONYyNALMN.

OCHOBHbI€e rpynnbl pUcKa:
+ NaUMeHTbl AMann3HbIX OTAENEHUN AN Te, KTO NepeHec TPaHCNAaHTaLMI0 NOYKM;
+ MauMeHTbl C rMnepTpodmer NeBOro Xenyaoyuka HESCHOMO MPOMCXOXAEHNS;
* WMHCYNbT B MOJIO[IOM BO3PAacCTE.
MoTeHuUManbHbie rPynnbl pUCKa:
+ MauMeHTbl C XPOHMYECKOW BONE3HbIO MOYEK HEACHOM 3TUONOMNK;
+ HemponaTuyeckaa 601b y AeTen 1 NOAPOCTKOB,
+ HEACHbIE BbICbINaHMA Ha KOXXe Y AeTen 1 NoApPOCTKOB.

OCHOBHOE MPEnMyLLIECTBO CEeNIEKTUBHOIO CKPUHMHIA B rpynnax prcka — BO3MOXKHOCTb
HaTW OQHOrO YneHa ceMbM (ero HasbiBaloT NpobaHaoM). C NOMOLLbIO aHanmsa
POOOC/IOBHOW MOXHO OMpeaenTb BCexX ero POACTBEHHUKOB, KOTOPbIe MOTYT UMETb
reH C NoIOMKOM 1 06cNenoBaTh MX. ATO Ha3biBAETCA CEMEMHbBIM CKPUHMHIOM.

CEMEWMHbIN CKPUHUHT — 5T0 06cnefoBaHne poACTBEHHWKOB NaLMEHTa C
BO3MOXXHbIM AaNbHENLIMM AMAarHOCTMPOBaHMeEM 6one3Hn Pabpun y BCex HonerLmx
YIEeHOB CEMbM.

HEMHOIo CTATUCTUKU

+ Moutun B 70% cny4aeB 3aboneBaHne BbISBNIEHO UIMEHHO CEMENHbBIM CKPUHUHIOM

+ Y 20% nauneHTOB 3aboneBaHne 06Hapy>XUnu B Xoae npouenyp remogmanmsa

« 10 % — 3TO NOCTAHOBKAa KNMHNYECKOro anarHo3a




Ecnn Bam 6bin noctaBneH gmarHo3 6one3Hb Pabpum o6a93aTenbHO
NPOMHGOPMUPYNTE CBOUX POACTBEHHUKOB 0 HEO6XOANMOCTM NPONTH

TecTupoBaHuMe Ha 6onesHb @abpu. MloMHUTE, UTO CBOEBPEMEHHAsA AMAarHOCTUKA
Balimx poacTBEHHMKOB M Hauyano Tepanumn NOMOoXXeT NPOANUTb U COXPaHUTb
KauyecTBO UX XXN3HU, a TaK CHU3UT PUCK HacnenoBaHmsa 6one3Hn Mabpu.

ANroPUTM NPOBEAEHUA CEMEMHOINO0 CKPUHUHTA:

1. MauymeHT Cc ycTaHOBJIEHHbLIM ANArHO30M
NPMXOAUT K SievalleMy unm
npodunbHoMy Bpauy (reHeTuky,
Hedposory, Kapamonory) B paoHHY0
MOJIUKIIMHUKY;

‘ 2. MauuneHT OoMKEH COOBLLNTD AOKTOPY,

YTO Yy HEero gMmarHocTMpoBaHa 601e3Hb
dabpun, N OH XOYET UCKOUYNTD
3aboneBaHue y YeHOB CBOEM CEMbMU;

3. Bpau coobwmT naumneHTy, KoMy 13
UYNEHOB CEMbU HY>XHO ByaeT npumnTn
M coaTb KpoBb. (Cyxue naTHa);

4. Ecnn Bpa4y COMHeBaeTCH, MO3BOHUTE
B LleHTp nomMowwmn naumeHTamM «KFeHOM>,
M Mbl CMO>XeM Bac NpoKOHCYbTUPOBaTb
M HanpaBUTb Ha TECTUPOBAHUE.

CpOK AMarHocTuKM: 3 Heaenm




HACJIEQOBAHUE OPD®AHHOIO 3ABOJIEBAHUA:

Kak y3HaTb, MOXXeT 1M Y pOACTBEHHUKOB 6biTb 60n1e3Hb Pabpn?

leH, KOTOPbIN 0TBeYaeT 3a 60ne3Hb Pabpy, MOXET NepenaBaTbCa B TeUeHMe
HECKONbKMX MOKOIEHWIN, TEM CaMbIM Mopa)as He TONbKO 6IM3KMX, HO W AanbHNX
POACTBEHHMKOB. YTOObLI MOHATbL, KOMY CTOUT NPEaIOXKNTb MPOMNTM TECTUPOBAaHME,
MOYKHO MPOBECTM aHaNM3 POAOCIOBHOM — COCTaBUTb reHeanormyeckoe ApeBo, Taknm
06pa3oM CocTaBMB UCTOPMIO BONE3HM CeMbK. C MOMOLLBIO TakoM BU3yanm3aLmm
MOYKHO MOHATb, KTO M3 POACTBEHHMKOB MOl yHac/1e40BaTb MOBPEXOEHHbIN reH

M Pa3obpaTbCs, Y KOro BO3MOXXHO pasBUTME 3aboneBaHms.

BOJIE3Hb ®APBEU
KOro "3 POACTBEHHUKOB HAO OBCJIEAOBATD, ECJIN...

BOJIE3Hb BbIABJIEHA Y OTLA BOJIESHb BbIABJIEHA Y MATEPU

MaTb MaTb
- Oouepu « OTey
- bpaTbs 1 cecTpbl « Oetn

« CBogHble 6paTbsi U CecTpbl
Mo MaTEPUHCKOMN JIMHUN

- [etu pouepun

« BpaTbs 1 cecTpbl MaTepun

» HNouepu 6paTbeB

+ Oetn cectep

« Hdouepu NNeEMSHHNKOB

- [eTn nneMaHHNY

+ Oetn cectep

- 1BolopogaHble bpaTbsa 1 cecTpa
Mo MaTEPUHCKOMN JIMHUN

- [1BOlOpOAHbIE CECTPbI —
nouyepu gagen no
MaTEPUHCKOWN NTNHUN

+ BpaTbs 1 cecTpbl

+ CBogHble bpaTbsi U ceECTPbI MO
OTLIOBCKOM U MaTepMHCKOWM
NIMHUN

* BHYKM 1 BHYuUKM

+ BpaTbs 1 cecTpbl oTLA

M MaTepu

» [ouepu 6paTbeB
- IleTn cectep
- [BolopoaHble 6paTba
M cecTpa No OTLOBCKOMN
1 MaTEePUHCKOMN NUHUMU
- [eTu nneMsaHHUKOB
M NNeMSAHHUL,

BOJIE3Hb BbIABJIEHA Y CbIHA

MaTtb

- bpaTbs 1 cecTpbl

+ CBogHble 6paTbsi U cecTpbl
No MaTepPUHCKOW NUHUN

+ Hen v 6abywka no
MaTePUHCKOM NNHUN

- 0908 v TeTKka No MaTEPUHCKOM
NIHUN

- [1BotopogHble cecTpbl —
noyepu Asam no MaTepuHCKom
NIHUN

BOJIESHb BbIABJIEHA Y [IOYEPU

MaTb

« OTey

+ [Nenbl n 6abyLLKN NO OLLOBCKOM
MU MaTEPUHCKOM JIMHUN

- bpaTbsl 1 cecTpbl

+ CBoAHble 6paTbsl U cecTpbl MO OTLLOBCKOM
MU MaTEPUHCKOM JIMHUN

« BpaTtbsl 1 cecTpbl 0TUa U MaTepwn

+ [1BotopoaHble 6paTbsl U CECTPbI NO ANHUN
nanb N TeToK



K KOMY OBPALLUATbCA 3A KOHCYJ1IbTALIMEU
B CJ/TYYAE BbISIBJIEHUA BOJIE3BHU DABPMU:

ECNn Yy BAC XOTb HA MUHYTY BO3HUKJ10 COMHEHWME B COCTOAHUA
340POBbS U NOABUIIOCDH XXEJTAHUE CAATb AHAJIU3 HA BOJIE3Hb ®ABPU,

Bbl MOXKETE:

ANnga yyacTus B becnnaTHoOM NnporpaMMe AUarHocTuKu 6onesHn ®abpu
obpaTuTbCAa K BaweMy neuaueMy Bpauvy 1 caaTb cyxue NATHa KpoBu 6ecnnaTtHo
B Nt060M KpynHoM ropoae PO.

nnn
cBA3aTbCA C KOJUI-UEeHTPOM naumneHTCKoMn opraHusauum LleHTp noMouymn

nauueHTam "FreHoM«. Mbl opraHnsyem Bam 3a6op KpoBu Ha aHann3 6onesHn
®abpu B nto6oM ynobHoM MecTe B noboe yaobHoe BpeMsa ansa Bac.

[ cauT: orphan-genom.ru +7 (921) 998-19-55 email: orphangenom@yandex.ru ]

JNTabopaTopuu, KoTopble NPOBOAAT Heo6XxoauMbie UCCefoBaHUS:

1. JlabopaTopwa HacneaCcTBeHHbIX bone3Hen obMeHa BellecTB PIrBHY «Megmko-
FeHeTUYECKMI HayYHbIM LEeHTP MMeHM akagemMmka H.I1. boukosBa»
Appec: 115478, r. MockBa, yn. MockBopeube, 4.1, e-mail: [abnbo@yandex.ru

2. JlabopaTopus MeamuUmHcKon reHoMukn @rAY «HMUL| spopoBbs aeTen» M3P®,
Appec: 117296, r. MockBa, JTOMOHOCOBCKMI MPOCNEKT, O. 2/62, e-mail:

genelab@nczd.ru

o ABTOHOMHas HEKOMMep4yecKas opraHmaaums LleHTp noMoLwm naymeHTam
= «[EHOM>» — HenpaBUTENbCTBEHHANA 1 HEKOMMEPYECKAa OpraHmM3aLms.

‘ v , Oka3sblBaeT MOMOLLb NauMeHTaM C peakMK 3a60NEBAHNAMM N X CEMbBSM
g’ B PELUEHWNM COLMANbHO-NCUXONOTMYECKMX NPOBAEM, TPYAHOCTEN Npu

rEHOM B3aMMOOEeNCTBMMN C OpraHamMmy MCMONHNTENbHOW BNaCTW, OKa3blBaeT

wrerovow ey [IOMOLLb B MOMYYEHUM HEOOXOAMMOM Tepanuu; NpeacTaBngeT MHTEPECHI
opdaHHbIX NaLMEeHTOB Ha rocyaapCTBEHHOM YPOBHE OKa3blBaeT

e coOencTBMe NPeaoCTaBNeHMIO NaLMeHTaM paBHbIX C APYrMM rpaxaaHamm

P Memposakc ~ BO3MOXXHOCTEW y4acTuns BO BCeX Chepax »KM3HM obLiecTBa.
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