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OnpeaeneHue

~ CunHapom BaH-aep-Byaa peikum reHeTUYEeCKUMM CUHAPOM OTIMYUTENIbHOM
0COBEHHOCTbIO, KOTOPOro ABJIAOTCS IMOYKM Ha HUKHEMN rybe, 4acTo B COYETAHMMU
C paclle/IMHOM BEpPXHEMN rybbl U /uUv HEGA U OTCYTCTBMEM BTOPbIX NMPEMOJISIPOB.

~  AMOYKM Ha HUMKHEU rybe BcTpeydatoTcs y 80% nauneHToB U ABNAKOTCA
e AMHCTBEHHbIM NMposiBJIeHMEM 3aboneBaHMA Yy 64% NaunMeHTOB, OHM, KaK MpaBuo,
PacrnonoXeHbl ABE CUMMETPUYHO, B HEKOTOPbIX CAYy4asX MOXKET ObiTb TOJIbKO
Oo[Ha AMKa, pacrnoJ/ioxXeHHas nocepeamHe ryobl UM cOoKy. AMOYKM
NpeACTaB/IAT CO60M MasIEHbKME AOMNONHUTE/IbHbIE J06ABOYHbIE C/IHOHHbIE
¥enesbl, B KOTOPbIX MOXXHO OOHapYXUTb NOCTOAHHbIE HAKOMJEHMA CJIHOHbI U
CAU3UCTbIE BblaesieHUA. C BO3pacTOM, OHM YaCcTO CTAHOBATCA NPOCTbIMU U
OTHOCUTE/IbHO Ma/slI03aMETHbIMU YI/TyO/IEHUAMM.

- PacwenuHbl BepxHeun rybbl U /unm HEGA, TaKKe YacTbiM NPM3HAK, OH
anarHoctmpyetca 'y 21 % naumeHToB. PacuienmHbl BepxHeUW rybbl MOryT 6biTb OHO
WM ABYCTOPOHHUMMU C 3aTparMBaHWEM TBEPAOro M MArKoro Heda. MHoraa .
BCTPEYaATCA NOAC/IU3UCTbIE pacLle/IMHbl HEGA, KOTOpble MOTYT ObITb MPOnyLieHb &
Npu 06bIYHOM BU3Ya/IbHOM OCMOTpE.




JTUOJIOrMA 1 NaToreHes

~ CBB nMeeT ayTOCOMHO-JOMMHAHTHbIM TMMN Nepeaaym ¢
neHeTpaHTHOCTbo A0 80% M pas/IMYHOM SKCMPECCUMBHOCTbIO. OH
06YyC/I0BNIEH MYyTaLMEN FEHA MHTEPhEPOHPETY/IMPYIOLLENO
TpaHCKpHUNUMOHHoro daktopa 6 (IRF6), KOTopbIM pacnosoXKeH Ha
AJIMHHOM nieye 1-M XpOMOCOMbI B permoHe 1q32-g41, y4acTBYHOLLEM B
Pa3BUTMK 3NMAEPMUCA U PETYNIALMUU PA3BMUTMA YEPEMHO-/IMLIEBOM
o6nactu. Mytauumn IRFé6 TakKe NpUUYMHHO CBA3aHbl C CUHAPOMOM
noAKosieHHoro nrepurmyma. lNogospenme Ha CBB ocHoBbiBaeTCA Ha
KJIMHUYECKMX JAaHHbIX M MOXET ObITb NOATBEPXKAEHO C MOMOLLBIO
MOJIEKYIAPHO-reHeTUYeCcKoro o6cneaoBaHmaA Ha IRF6, 4uto genaet
JIOCTYMNHOM 60/1Iee TOYHYI0 NOCTAaHOBKY AMarHo3a. Mytaumm reHe IRF6
MOTYT BbI3bIlBaTb CMHAPOM BaH-aep- Byaa, HO M CMHAPOM NOKONEHHOM
CKNaZKM.

3aMequo, 4YTO 00a CMHAPOMaA MOryT BCTpeé4daTbCA B OJHUX U TEX XKeE
ceMbAX




CMMNTOMbI M NPOSABJIEHUA

~ OpogayuasibHbie NPoABEHUS:

- CuHgpom BaH gep Byga xapaktepusyeTca pa3BMTHUEM paclUesIMH B rybax v / uav B
HEGE M OT/IMYMTENBHBIMU AMKAMM B HUXKHEN rybe. ITa KOMOMHALMS NPUCYTCTBYET Y
npuénusntTesibHo 70% nuu € 3TUM CUHAPOMOM, HO NPUCYTCTBYET MEHEE YEM Y
MOJIOBUHbI TEX, KTO ABJIAETCA HOCUTENIeM AedEKTHOrro reHa.

- TAXeCTb NPOAB/IEHMI MOXKET BapbMPOBATLCA B LUMPOKUX Npefenax, JarKe y YneHos
O/IHOM CEMbM.

~ 3aq4b4 2yba u B80/1YbA NACMb:

- 3aA4Ybs ry6a M BoJ14bA NACTb ABNAATCA OTHOCUTE/IbHO PacnpoCTpPaHEHHbIM
NPOSIB/IEHUEM CUHAPOMA.

- TAXKeCTb 3TMX aHOMasIi BapbUPYETCs B LIMPOKKX Mpeseiax U MOXKET 6biTb
OJHOCTOPOHHEMN M1 ABYCTOPOHHEMN.

- Cy6MyKO3HaA BOMYbA NACTb TaKXe ABNAAETCA OYeHb YacCTbIM MPOABJIEHUEM U OHA
MOXeT ObITb JIErKo nponyweHHa BO BpeMA 00bl4HOro pm3n4ecKoro o6ciesoBaHus.

- Pa3BOEHHbIN A3bIYOK TaKKe MOXKET NPUCYTCTBOBATb Y HEKOTOPbIX JINLL C
cuHgpomoMm BaH gep Byaa.



~ AMKU Ha eybax:

- Ob6pa3oBaHMe AMOK Ha rybax aBnaseTca A0BOJIbHO CBOEOOpa3HbIM
nposaBaeHnemM. AMKU, KaK nNpaBmsio, MeamalsibHble, 4YacTo (HO He Bceraa)
NOABAAIOTCA HA APKO-KPAaCHOM YAaCTM HUXKHEMN ryobl. M yrKe C BO3pacToM,
OHM YaCTO CTAHOBATCA MPOCTbIMMU M OTHOCUTE/IbHO MaJ103aMETHbIMM
yrnyoneHmamu. Tem He MeHee, rnyobumHa, AMaMeTp U Apyrue Xap-Ku 3Tux
AMOK MOTYT CMUJIbHO M3MEHATbCA MEXAY HECKOJIbKUMU NNLAMM C STUM
CUHAPOMOM. JDTU AMKM, KaK NpaBuio, ABYCTOPOHHUE U HaMboJiee 4acTo
BCTPEYAOTCS Ha HUXKHEMN rybe, XOTA HA CErOAHS YiKe TaKXKe M3BECTHO U O
CYLLeCTBOBAHUM APYrMX MOAENIEN PACMOJIOKEHMS STUX AMOK.

~ Y HEKoTopbIX AeTEeN, B AMKAX MOKHO OBHapPYKMTb NOCTOSAHHbIE
HAKOMNEHMS C/IOHbI, 3TO MOXKET NMPOUCXOAMTb M3-3a TOr0, YTO B ITUX
AMKAxX MOTYT HaX0AMUTbCA JOMNOJIHUTE/IbHbIE C/IIOHHbIE KeJe3bl.
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3y6bl: TMNOJOHTUA (OTCYTCTBME HEKOTOPLIX 3Y60B) SBNASETCA OAHUM M3
CaMbIX pacnpoCTPaHEHHbIX 3y6HbIX MPOSABIEHUMN Y AETEN C STUM
CUMH/ZPOMOM, Yallle BCEro y JieTen oTCyTCTBYIOT 60KOBbIE pe3Libl Ha HUKHE
YenCTU. B HEKOTOPbIX Cayvyaax, 3TO MOXKET 6biTb €AMHCTBEHHbIM
nposiBNeHNEM. pyrue nepopasibHble NPOsIBNEHMS: XOTA OHU U PeKO
BCTPEYAlOTCS, 3TU APYrue NpoAB/IEHUS BKAOYAIOT BPOXKAEHHYIO aAre3uio
YencTen, y3Koe, BbICOKOE, apoOyYHOE HEGO U aHKUJIOTIOCCHUIO.
BHepoTOBble NPOsIBNEHMS:

BHepoTOBble NpoABAEHUSA BCTPEYAIOTCA PEKO, HO OHM BKJIHOYAIOT
pa3BUTME aHOMAJ/IMM KOHEYHOCTEMN M PasBMTME aHOMAIMM B FOJIOBHOM
MO3rYy.

B HEKOTOPbIX CyYasix, BHEPOTOBbIE MPOSBAEHUA MOTYT ObITb
HeCBA3aHHbIMU MJIM O4EHb HEYACTbIMU, YTO MOKET NMPMBECTM B
3amellaTeIbCTBO PAabOTHUKOB 3/1paBOOXPaHEHMS.



JleyeHue
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Hapsaay c Tware/ibHbIM aHa/IM30M aHOMAa/IMM, TLATEIbHO obLiee dusnyecKkoe
o6cne0BaHUE MOXKET NMOMOYb B onpeAesieHnn ApYrmx CBA3aHHbIX C CUHAPOMOM
OTKJIOHEHWM, HAMPMMEP 3TO KacaeTca cepAevHO-COCYJMCTOMN CUCTEMbI,
MOYENO0JIOBOM CUCTEMbI, KOHEYHOCTEN MU PYrMX OPraHOB M CUCTEM.
PacluenmHbl ryé 1 HEGa UM Apyrme aHOMaIMM YacTo TPEGYIOT XMPYPru4ecKkoro
BMeLLATE/IbCTBA.

PEKOHCTPYKLUMSA HUKHEN IY6bl MOXKET BKJIOYATb NMPUMEHEHUE
a/iIoTpaHCN/IaHTaTa.

[laxke y MeHee nocTpaZaBlUmMX nL, XMPYPruvyecKoe ncceyeHme SSIMOK Ha ryoe
BbIMOJIHAETCA 4YacTo, 3TO HEOO6X0AUMO AN1a obaeryeHna agMckomdopTta Uam B
KOCMETUYECKUX Lenax (Hanpumep, AN8 yAydleHUs BHELIHEro B1Maa ryé nam ans
YMEHbLUEHMS C/IM3UCTbIX BblAENIEHMN). XUPYPrMYECKOe YAANIEHMUE CJIIOHHbIX MYTEN
NMPOBOAMUTCSA OYEHb PEAKO, TaK KaK 3Ta onepaums MOXKET 6biTb C/IOXKHOM 3aJa4en,
a CNOXHOCTM MOTYT 3aK/04aTbCA B TOM, YTO 3TM NYTU MOTYT ObITb AOBOJIbHO
ANMHHBIMMU U OHM MOTYT NPOHMKATb B Apyrue 6am3nexaume CTpyKTypbl.



[IporHos

~ TaxecTb cMHApPoMa BaH gep Byaa BapbupyeT B LUMPOKMX

npeaenax, Aaxke B 0TAe/IbHbIX CEMbSAX.

~ [prmepHo 25% noaen ¢ cMHaApoma ABAAKTCA ¢

6€CCMMNTOMHbIMM MU OLLYLLAIOT TOJIbKO MUMHUMAJ/IbHbIM
AMCKOMMOPT, CBA3aHHbIM C OTCYTCTBYOLMMU 3y6aMM MU C \
Yrly6IEHUAMM B HUKHEN Ty6e. .

~ C Ipyrom CTOpOHbIl, ApPYyrMe aumLUa MoryT MMeTb Ccepbe3Hble
aHOMa/IMM ryé nnm Heba. AMbl B rybe 4acTo CBSi3aHbl C
AONONIHUTE/NIbHBIMU CIIOHHbBIMM XKe/le3aMM, KOTOopble MHOrAa
NpUBOAAT K HENOBKOMY BUAMMOMY CJIIOHOBbIAE/IEHUIO.




-~ Cnacmnbo 3a BHMMaHue!




