AlbBUHU3M - BPOXOAEHHOE 3ABONEBAHUE, NEPEOAIOLLEECA NO HACINEACTBY.
NMPEACTABNAET COEOM OTCYTCTBUE MUIMEHTA MENAHUHA B KOXHbIX MOKPOBAX,
BOJIOCAHOM MOKPOBE, NIIACTUHKAX HOI'TEW, A TAKXKE B PALYXKE MA3A.

PebeHok-anbbuHOC HerpouaHon pachl



0 AnbbuHmam - (ot nar. albus — Oenbi) OTCyTCTBME HOPManbLHOM
NUrMEHTaLMK:

0 Y XUBOTHbIX U NOAEN — KOXM, BONOC, paayXHON 060M0Y4KM rnasa;

0 pacTeHUA — 3eNEHON OKPaCKU BCEro pacTeHUsi UnM OTAeNbHbIX YacTeu
NeCTPONIMCTHOCTD).



No TUMY HACNEOQOBAHWUA BOJIE3HU

AJIbBUHN3M

SN\

AyTOCOMHO-PEIECCUBHBIN X-CLEMIEHHBIN PEIECCUBHBIN




POOOCJIOBHAA MO X-CLEMNNEHHOMY
PELLECCUBHOMY TUMY HACNEOOBAHUA




X-CLUEMNNEHHbIV PELECCUBHbIA TUM HACNEOOBAHUSA

XapaktepuayeTcs creayoLwymm npusHakamum:

* bBonbHble NOSABASATCS HE B KAXAOM NOKONMEHUN;

» bonbHOM pebeHOK poxaaeTcs y 300POBbIX POANUTENEN;

* bonewT NpenMyLLIECTBEHHO MYXYMHbI;

* [IposiBneHne bonesHu HabnogaeTcs NPEMMYLLECTBEHHO MO rOPU3OHTaNN;

» BeposaTHocTb HacnegoBaHust — y 25 % Bcex geten, B Tom uvucne y 90 %
Manb41KOB;

 300p0oBble MYXX4YMHbI HE NepeaatoT 6oe3Hu



POOOCNOBHAA MO AYTOCOMHO-PELECCUBHOMY
TUNY HACNEOOBAHUA

mO®eUO 0O oddd o«




AYTOCOMHO-PELIECCUBHbIN TUM HACNEQOBAHUSA

XapakTepuayeTcst creayLLMM1 NpUsHaKamm:

* BonbHble NOABAATCA HE B KaX/JIOM NOKONEHN:;

 BonbHol pebeHoK poxaaeTcs y 300POBbIX POAUTENEN;

 BonetoT Kak MyX4MHbl, TaK 1 XEeHLLIUHbI;

* BeposaTHOCTb poxaeHns 60nbHbIX AETEN Bbllle B ONU3KOPOACTBEHHbIX Opakax;



KINACCUPUKALINA AlTIbBUHU3SMA

[[Na30KOXKHbIN
anboOVHU3M

[Ma30KOXHbIN
anLoumHMam 1 Tmna

[ nasHou
anboOVHN3M

[[Ma30KOXHbIN
anboMHM3M 2 TMna

[KATA

[KA1B

Hacnedyemcs no X-cuyenneHHomy

peyeccueHoMy muny

[ Na30KOXHbIN
anbovHuam 3 TMna




NPUYUHDBI ANNBBUHU3MA.
rMA30KOXHbIW AllbBUHW3M

[Ma30KOXHbIN anbOWHU3M NEPBOro TUNa CYMTAETCS pesynbTaToM MyTauuu reHa B 11 xpomocome.
Heckonbko pasHbIX TMMNOB MyTaUWMW reHa TWPO3WHa3bl (Missense, nonsense, W COBUT PaMKu
CYMTbIBaHKS) OTBETCTBEHHBI 3a nosieneHne asyx t1nos KA (TKA 1A n TKA 1B). Mytauns moxeTt
NpMBECTM K TOMY, YTO TWpO3uHasa OydeT OTCyTCTBOBATb BOBCE WM OyaeT MpoM3BOAWUTLCS
MOHWXXEHHbI YPOBEHb TUPO3MHa3kl. B nepsom crnyyae ato byaget KA 1A, a Bo BTopom — KA 1B.

Bropoir TMn gaHHoM 6onesHnM npoucxoauT u3-3a myTauum B 15 xpomocome. [pon3BoacTso
TMPO3UHAa3bl HE M3MEHEHO, HO MYTUPYET reH, KOTOPbIN HECET OTBETCTBEHHOCTL 3a Kog P — bernka,
YyTO NpuBOAUT K Brokage Tupo3nHasbl. CumTaeTcs, YTO YenoBeveckuid P-reH kogupyet Oesnok
MemObpaHbl MenaHOCOMbI, BOBIIEYEHHbI B NepeHoce TMpo3nHa. Camblil pacnpoCTpaHeHHbI TUN B
MUpE, €ro MPU3HakM OYeHb BapuabenbHbl, B YeM He MOCMEedHI POSib MrpaeT pacoBas
NpuHaAneXxHocTb Yenoseka. Cpean HWX: pasHOe MNPOSBEHWE MUTMEHTaUMU: OT ee MOJSHOMo
OTCYTCTBMS [0 MOYTM HOPMASIbHOrO BbIPaXEHWs; Jaxe B Chyvyae OTCYTCTBMS MUrMEHTaLUuM OHa
MOXET NOSIBUTLCA C BO3PACTOM. [JaHHbIN B MyTaLWK Yalle BO3HUKAET y ajppoaMepuKkaHLEB.

[ Na30KOXHbIA anbBUHWU3M TPETLErO TUMa BbI3BaH MyTaLuMen B AEBATON XPOMOCOME. NPOSIBIIEHNE
MyTaLumK reHa, KOTopbld 0TBeYaeT 3a BblpaboTky benka TRP 1. ObpasoBaHue gaHHOro Genka He
COBCEM M3Yy4eHO, HO, MOXHO ckasaTb, 4T0 TRP 1 aBnsieTcs Hekum perynstopoM B 06pa3oBaHuy
MenaHuHa 4epHoro. [aHHas 6onesHb nopaxaer nwopen m3 HKxHon Adpukn. Takue noau
3HAYMTESTIbHO OTNMYAKTCA OT «KNnaccuM4eckux» anbbuHocoB. Koxa y HUX KpacHO-KOpu4HeBatas,
BOJIOCbI MPAKTUYECKM TAKOrO e LiBeTa, a rnasa kapue.



NPU3HAKW MA3O0KOXHOIO AlibBUHU3MA
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O4YeHb cBeTnas unu 6enas Koxa

BbICOKaA 4YyBCTBUTEJIbHOCTb K COJIHEYHbIM J1y4aM ()K)KeHl/Ie, NMOKPaCHEHWUE, Bone3HEHHOCTb npu
NMPUKOCHOBEHUN K KOXE, AaXe NPU HEMPOAOITKUTENBHOM HaXOXAEHUN MO OTKPbITbIM COJ'IHLI,eM);

Y4aCTKM runonurmeHTaumuy koxu (besble NaTHa Ha Koxe);

CYXOCTb KOXU;

HapyLLEHWe NOTOOTAENEHUS

BOOCbI 6€N0ro N CBETNOro UBETa (NMOMHOE OTCYTCTBUE NMUIMEHTA);
Kocornaswe;

cBeT00053Hb (D01E3HEHHDBIE OLLYLLEHUS OT NobOoro ceeta);

HMUCTarMm (HENPOU3BONbHbIE ObICTPLIE ABVMKEHUS rNa3);

CHWXEHNE OCTPOTbl 3PEHUAd (‘-IaCTO HEe MOXET OblTb A0CTAaTOYHO CKOPPEKTUPOBAHO OYKaMUn U
KOHTAKTHbIMU J'IVIH3aMI/I);

ambnuonus (CHKEeHNE 3peHus N3-3a BbIKITHYEHUS OAHOTO Fasa U3 3puUTenbHOro NpoLecca);
(hyHKLIMOHaNbHas crienoTa (MoTeps 3peHuUst Py OTCYTCTBUAW HAPYLLEHWIA B CTPYKTYpe rnas);

KpacHasi unu ronybas ¢ po3oBbIM OTTEHKOM padyXka rnas (Tak kak B pafyke HET NUrMeHTa, OHa
CTaHOBMTCSI NPO3PaYHON, U Yepe3 Hee NPOCBEYNBAOTCS COCYabI).



NPU3HAKU IMA30KOXHOIO AliIbBUHU3MA

Bbicokasi yyecmeumenbHoCMb Cyxocmb KoXu, Ceemrbie 80/10CbI, KpacHas
K COJIHEeYHbIM J1y4amM a2unonuameHmauyusi padyxka anas
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Kocoana3ue, HUCMazM HapyweHue nomoomoeneHus AM6ﬂUO”Uﬂ, (pyHKuUOHaﬂbHaﬂ
csenoma



NMPUYUHBbI ANNbEUHU3MA.
MA3HOU ANNbBUHU3M

X-CLENNEHHbIN peLieccuBHbIV TUN HacnenoBaHud, T.e. NPOABNAETCA, B OCHOBHOM, Y
Manb4uKoB. XeHLLMHbI-HOCUTESIbHILI NOBPEXAEHHOIO reHa He UMEeIOT ABHbIX NPU3HAKOB
3aboneBaHus.

[eHbl, 0TBETCTBEHHbIE 3a pa3BUTHUE 3aboneBaHus.

GPR143, (G-PROTEIN-COUPLED RECEPTOR 143) nokanusoBaH Ha KOPOTKOM rieye X
XPOMOCOMBbl.

OH cOCTOUT 13 9 3K30HOB 11 8 UHTPOHOB.

JKCNPeccupyeTcs B MenaHoUmUTax 1 MUrMeHTHOM 3NUTENUM CETYATKW. AnnesibHbIM
BapMaHTOM MyTaLuKW, NPMBOAALLEN K AaHHOMY 3aboneBaHui., SBNSETCS MyTaLus,
BbI3blBatoLLlas X-CLENNEHHbIN BPOXAeHHbIN HucTarm Tun 6 (NYS6).

[prumHon 3aboneBaHus ABNSETCA OTCYTCTBME (MM Briokada) epMeHTa TUPO3KHa3kI,
HeobXxoaMMOiA NSt HOPMAsbHOro CUHTE3a MenaHuHa.



I I e i |

NPU3HAKW MA3HOIO AlIbBUHU3MA

OENUrMeHTaLUms rnasHoro AHa ¢ BbICTYNaLWMMKU COCyaamm,

HUCTarmM,

oTohobus,

CHVDKEHWE OCTPOTbI 3PEHNS,

TPEMOP rOMOBbI,

HOpPMarnbHasi MMrMEHTaLNS KOXW

YacTo BCTpeyatoTcs HapyLeHust pedopakuum B Biae rmnepmeTponun (4anbHO30PKOCTb)

Y npeacTaBuTenei HErpoOMAHON pachl U AMOHLIEB MOXET ObITb KOPUYHEBAS PadyKKa U
pasHas CTeneHb AeNUIMEHTaLM MasHoro AHa.



NMNPU3HAKW IMA3HOIO AlIbBUHU3MA
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Jenuemenmayus, pa, .
ebicmynaroujue cocyobl Tpemop 2onoebl HopmanbHas nuezmeHmauyus
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®omocgpobus [ansHo30pKoCMb KopuuHesas padyxka y AnoHyes



OCJIOXHEHUA NPU AllbBUHU3ME
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3afepKKa B pa3BUTMM WCKPUBNEHHbIE YepThbl Nuua HU3KWUI poCT
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r’MnepakTMBHOCTb

BbICYHYTbIﬁ A3bIK OXupeHue drpeCcCUBHOCTb



PEKOMEHOALWU NPU AITbBUHU3ME

O eKTUBHBIX METOO0B NeYeHns anbbuH13ma
HeT, HO DONbLHOMY CTOUT M3beraTb COSNHEYHbIX
00ny4eHn, HOCUTb COSTHLE3ALLMTHBIE OYKN UK
3aTEMHEHHbIE NMUH3bI. [1pK KOCornasnm BO3MOXHO
XUPYPruyeckoe BMeELLATENbCTBO.

Jemu-anbb6uHockbl He2poudHoll pacbl



CMNACUBO 3A BHUMAHUE




