


Bone3Hb ®abpu — 370 peakoe HacseACcTBeHHOe 3aboieBaHMe, BO3HUKa-
oLLee No NpUUYMHe HeJoCTaTKa OAHOroO N3 HEOBXOANMbIX OPraHmn3My dep-
MEHTOB — asibha-ranakto3naasbl.! 3aboneBaHne YacTo He OUarHoOCTUPY-
eTCs UMW OMArHOCTUPYEeTCH MO34HO, @ B HEKOTOPbIX C/y4Yasax naumeHTaMm
OLLUNMBOYHO YCTaHaBNMBAETCA APYron AMarHos.?

Mo3aHsAS NoCcTaHOBKA AMarHo3a U OTCPOUYEHHOe Ha4vano
neyeHuna 6onesHn ®abpu MOryT NPUBECTU K CHUXKEHUIO
KayecTBa U NPOAOJ/DKUTESIbHOCTU XKU3HU'

MKryume 60num B NnagoHax CeppheyHo-cocygncTble
M cTonax? nposBneHnsa?

Mnoxas nepeHoCnUMOCTb
dU3nYeCcKnX Harpysoxk,
HapyLeHMsa noTooTaeNeHns

MopaxeHune MHCYNbThI, NlLeMnyeckme
noyek? aTaku?

CBoeBpeMeHHOoe Havano cneuudcdunyeckon
+15-20 et Tepanuu 6onesHn ®abpu NO3BONAET YBENNUNTD
MU3HU U 60ﬂee NPOAOCIKUTENIbHOCTb XKU3HU Ha

15-20 neTt34



B cBA3M c HacneaCTBEHHbIM XapakKTepPOM 3TOro 3aboseBaHus, ero ouarHo-
CTUKa HeoBXoaMMa He TONTbKO A1 Ballero 300p0Bbs, HO TaKXKe MMeeT BaXk-
HOe 3HaYeHne AN 4YeHoB Ballen ceMbu. Y Ka)Kaoro BHOBb BbIABIEHHOIO
naumeHTa ¢ 6onesnHbio Padbpu (ero HasbIBAOT «NPOBAHOOM») C MOMOLLbIO
aHanM3a pPOoOOC/IOBHOM MOXXHO onpeaesiutb poACTBEHHUKOB, KOTOpble
MOTYT UMeTb FreH ¢ NOZIOMKOM (MyTauuen) u oécnepoBaTb UX. CumntaeTcy,
UTO NP TaKoM 06CeA0BaHUN MOXKHO HaNTK elle 5 60MbHbIX HA Pa3HbIX
cTagmax 6onesHu - oT NPaKTUYeCKn 6eCCMMNTOMHOMN 00 TXKeon.!

KAK BOJIE3Hb ®AEPU NEPEAAETCA YWI1EHAM CEMbU?

Bone3sHb ®abpu — 310 3ab60N1eBaHMeE, KOTOPOE NepeaaeTcs oT poanTenen
K 0eTdM, TaK KaK B HallMNX KNeTKaxX eCTb ABa Ha6opa reHoB. OAVH Mbl MNO-
NlyyaeM OoT MaTepu, BTOPOW — OT OTLA. [eH, KOTOPbIN MOBPEeXaaeTcs rnpm
6one3Hn ®abpu, pacnonioXXeH Ha X-XpoMocoMe. DTO O3HauaeT, uTo 3abo-
neBaHMe nMeeT Bonee TaxeNioe TeueHne MY»XXUMH U, Kak NpaBunno, bonee
MArKoe Y XeHLMH, KOrga CUMMNTOMblI MOTYT OTCYTCTBOBATb U Bblpaxke-
Hbl HE CTOJ1b 3HAUMUTENBHO, TN MOABNATCA B 60/1ee cTapLleM Bo3pacTe.®

OT MaTepu NOBPEXXAEHHbIA FeH nepepaeTca AeTsM He3aBUCUMO OT UX
nona (Kak ManbyuMKaM, Tak U AeBouykaM, 50/50), a oTeL, MOXKeT nepe-
[aTb NOBPEXAEHHbIN reH TOIbKO CBOUM AoYepsaMm.

_&  KAK Y3HATb, MOT /I KTO-HUBYlb U3 MOUX

2 2 2 POACTBEHHMKOB YHACJIEAOBATb BONIE3Hb ®AEPU?

[eH, oTBeTCTBEeHHbIM 3a Gone3Hb Mabpu, nepepaerca 4depes 6osblLUOE
UMCIIO MOKONIEHUW, MO3TOMY MOTEHLUMANBHO 6OJIbHbIMU MOTYT ObiTb MHO-
rme ONMIKHME W OaNlbHUME POACTBEHHUKU. OnpepenuTb Hannume Gones-
HN Pabpn NOMOXKET M3yYeHUe CEeMEeMHOro aHaMHe3a, OCOBEHHO ecnu
KTO-NMBO N3 POACTBEHHMKOB (Yallie MYyXX4YMH) B MOJIOJOM BO3pacTe CTpa-
nan 3aboneBaHMaAMU Moyek, BOMe3HaAMM cepaua WM nepeHec UHCYIbT.
Ona onpeneneHns pucka HacnegoBaHma 6onesHn @abpu Bpay cocTtaBna-
eT CxeMy ceMenHoro «aepeBa». C ero NoMoLLLbiO MOXXHO MPOUJIIIOCTPUPO-
BaTb, KTO 13 POACTBEHHMKOB YHAC/Ie[0oBa/l NOBPEXAEHHbIN reH v, cnefo-
BaTesIbHO, Y KOrO BO3MOXXHO pa3BUTHe 3aboneBaHusa. CoCcTaB/ieHMe Takomn
CX€Mbl Ha3bIBalOT aHAIM30M POJOCJ/IOBHOMN.



ﬁ YTO NPEOCTABJISET COBOM AHAJIN3 POOOCNOBHON?

Ha «oepeBe», M306pa)KatoLLeM PoagoCIOBHYIO CeEMbU, KBadpaTamMu 0603Ha-
YaIOT MYXUUMH, KPYXXKaMU — KeHLLUWH. DUrypbl Tex poacTBEHHUKOB, Y KO-
TOPbIX BbIAB/IEHO FreHeTUYecKoe HapylleHue, 3aKpallmBaloT. Bpay MoxeT
B OasibHENMLLEM UCMNOMb30BaTh Takoe «AepeBo» AJS onpedeneHns pucka
Hac/ie4oBaHWA 3a00/IeBaHUA W BbISBNEHUA POACTBEHHUKOB, KOTOPbIEe
OOJKHbI BbITb 06C/Ie00BaHbI.

NMpumep «aepeBa» ecnu npob6aHa - MaTb
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DETH BHYKM U BHYUKM OETHN [OYEPM
MNEMSIHHULL BHYUKM MNEMSIHHUL MNEMSHHAKOB

Ecnn 6onesHb Pabpu BbIABIEHA Y XEHLLMUHbI, TO HY>XHO 06cfiegoBaTh ee
MaTb 1 ee OTLa. B 3aBUCHUMOCTU OT KOO 13 pOoauUTeNen )eHLmnHa noayymna
MYTaLMIO, HYXXHO 06CiefoBaTh POACTBEHHUKOB MO MaTEPUHCKOM UK no
OTLIOBCKOWM TUHUWN.



KOro ns POACTBEHHUKOB HAOO

OBCJIEAOBATbL, ECJIN BOJIE3Hb ®ABPU

BbIFABJIEHA Y MATEPM:
MaTb o [douepun 6paTbeB
OTel, o [Oetn cecTtep
ODetn o [BoopofHble 6paTbs

N CeCTpbl — OeTn TeTOK

BpaTtbsa 1 cecTpbl .
Mo MaTePUHCKOM JINHUN

o O O O o

CBOgHble 6paTbhs 1 CeCTPbI

. o [BotopoaHble 6paTbs
Mo MaTEPUHCKOM NTNHUU A PoA P

M cecTpbl — AeTU TeTOK
o CBoAHble 6paThbsa N CecTpbl Mo OTLLOBCKOWM IMHUK

Mo OTLOBCKOW JIMHNN
o [BoopoaHble CecTpbl — ao4yepu

0 BHYKU U BHYUYKN 0aner no MaTePUHCKOM IMHUN

eTun goyepen
(a A pen) o [BotopoaHble cecTpbl — aouepu

0 BHyuku (goyepu CbiIHOBEN) 0a0en Mo oTUOBCKOW JIMHUN
o BbpaTbs 1 cecTpbl MaTepu o [eTtn nneMaHHuL,
o BpaTbs 1 cecTpbl oTUA o [Jouepun NIeMAHHNKOB

KOIro n3 POACTBEHHUKOB HAOO

OBCJIEAOBATbD, ECJIN BOJIE3Hb ®ABPU
BbIFABJIEHA Y AOYEPM:

MaTb o CBOAHble CEeCTpPbI MO OTLLOBCKOM

NNMHUN
OTel,

. o Bpatba u cecTpbl MaTepu
Babyllka no MaTepuHCKOM NIMHNIN

. o bpatba u cecTpbl OTUa
Oen no MaTepuUHCKOW IMHUIN

. o [BotopoaHble 6paThsa U CECTPbI
Babyllka No OTLOBCKOW IMHNN A PoA P P
Mo JIMHUU TETOK
BpaTtba n cecTpbl
o [BotopopaHble cecTpbl MO IMHUKU

CBogHble 6paTbsa M CeCTPbI NO 0a0b

MaTEePUHCKOMN INHUUN

O 0 0 0 0 o o

Ecnun 6one3Hb Mabpu BbigBNIEHA Y MY>XXUMHbI, TO HY>XHO 06CcnenoBaTh poa-
CTBEHHWKOB MO MaTEPUHCKOM NIMHUMN.



KOIro n3 POACTBEHHUKOB HAO

OBCJIEOOBATbL, ECJIU BOJIE3Hb ®ABPU

BbIFABJIEHA Y OTLIA:
o MaTtb o HeTtun cectep
o [ouepwn o [ouyepun NNeMaHHNKOB
o bpaTtba u cecTpsbl o OdeTtn nneMaHHWUL,
o CBoAHble 6paThbsa U CeCTPbI MO o [1BotopofHble 6paThsa
MaTEPUHCKOW TINHNN M cecTpbl — OeTn TeTOoK

. Nno MaTEPUHCKOMN IMHUN
o [OeTn pouepen P

o [JBoropoaHble cecTpbl —
joyepun oagen no MaTepUHCKOM
o [loyepun 6paTbeB MHUN

o BbpaTbs 1 cecTpbl MaTepu

KOro n3 pPOACTBEHHUKOB HAJO

OBCJIEAOBATbD, ECJIN BOJIE3Hb ®ABPU
BbISIBJIEHA Y CblHA:

o MaTtb o [1apa v TeTKa No MaTePUHCKOM

NVHNU
o BpaTbsa U cecTpsbl

o [BotopoaHble 6paTha
M cecTpbl — AeTU TeTOK
Mo MAaTEPUHCKOWN TNHNN

o CBoAHble 6paTbs U CeCTPbl MO
MaTEPUHCKOW IMHNN
o Jlen no MaTePUHCKOM TNHUMN
o [1BotopofHble cecTpbl —
o Babyllka Nno MaTepUHCKOM goyepu oaam no MaTePUHCKOW
NINHUU JINHUN

Onsa yyacTtmna B 6ecnnaTHOM NporpamMme AnarHoCTuku 6onesHm Mabpu ob-
paTuTech K Ballemy nevallemy Bpauy. [lNoaTBepxaeHUe OMarHo3a Ha oc-
HOBaHWM NabopPAaTOPHbIX UCCIeQOBAHMI NPOBOANTCS SiedallMM BPA4YoOM Mo
MeCTY XUTeNbCTBa.
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