CuHppomM bappe-bugns

CuHapom bappe-buans (CBB) — peakas
reTeporeHHas GopmMa LuamonaTmn, BO3HMKatoLas
B pe3ynbTaTe reHeTMYecKux BapraLnii B
cemMencTBe reHoB BBS.

970 3aboneBaHMe NPOABNAETCS pa3HO0bPa3HbIMM
KMHWNYECKMMWN NPU3HaKaMu, HEKOTopble 13
KOTOPbIX MPUCYTCTBYIOT C POXKAEHMS, B TO BPEMS
Kak Apyrme MoryT pa3BMBaTbCHA CO BDEMEHEM.
HekoTopble 13 3TUX NPU3HAKOB MOXHO
0OBACHUTB HapyLUeHNeM paboTbl MyTK peLenTopa
MenaHokopTuHa-4 (MC4R)!

Cos10MOH, XxuByLuni ¢ Cbb

PacnpocrpaHeHHoOCTb:

CBbb — pepkoe 3aboneBaHue, 04HaKO
PaCHPOCTpaHeHHOCTb Cbb B OLIEHKM ero pacnpoCcTPaHeHHOCTH

EBpone. MOryT YBEJINYUTDbCA NO Mepe pocTa
. . . OCBEe,0MJIEeHHOCTU 06 OCHOBHbIX
1 .1 00,000_1 .1 60,000 KJIMHUWYEeCKUX NMPpU3HaKax n Metopgax

BVNarHocTukuz®

OcHoBHble kKnuMHMuyeckue npusHaku CBB'4°
Mnepdarus

(NaToNOrMYECKUIA, HEYTONUMBI TONOA, 61%
NPVBOAALLMA K aHOMalIbHOMY HapyLLIeHl/lFI
NOTPEBAEHMIO ML 1 MOCTOSIHHOMY, HEPBHO-MCUXNYECKOIO

HaBA34YMBOMY MNOBEAEHNIO,
HarnpaB/IEHHOMY Ha NMonCK FIVILLI,VI)

pa3BUTUA

72% - 92%

93% OKMpEHWE C
Mano4ko-Kon6o4YKoBas PaHHWM Ha4asioM
AncTpodus
53%

MoyeyHas ANCOYHKUMS

59% - 98%
AHOMaNMM Noa0BbIX
opraHoB

63% - 81% .
IpoLleHTHbIe 3HaYeHUs1 OTpaXkaloT
Monu AaKTNINA 4YacToTy NposiB/IeHUsI NPU3HaKOB y
nmy ¢ gnarHo3om Cbb. Hannyme n
BbIPa)X€HHOCTb KJINHNYECKUX
NpU3HaKoOB 3HaYUTEJIbHO
BapbupytoTes.’



CuHppomM bappe-bupns
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Bocemb 6enkos BBS
06pasytoT CTabUNbHbIN
komnnekc (BBSome), koTopbli
CMOCOBCTBYET PasBUTMIO U1
(DYHKLMOHMPOBAHNIO pecHnYeK
nyTem TPaHCNOPTUPOBKM
BHYTPWKIETOYHbIX

6enKoB K MeMbpaHam
PEeCHUYEK 1, BO3MOXHO,

K APYrMM MeEMOBPaHHbIM
KoMnapTMeHTam.b

1. HapyweHue ¢pyHKumumn BBSome 1
HapylweHue TpaHcnopTa LEPR

BapuaHTbl B reHax BBS moryT
HapywaTb paboTy BBSome,

4YTO NPUBOAUT K AedeKTam
pPeCHUYeK 1 HapyLLeHMo
CUrHaNIbHOWM Nepenayn Yyepes
peLenTopbl, perynmpyroLyme
Maccy Tena, Takmx kak LEPR.671°

9To HapyLlaeT CUrHaNbHbIN
nyTb LEPR, cHnxasn
aKTUBALMIO HEPOHOB,
akcnpeccupytowmx MCA4R,
N MOXXeT NPUBOAUTDb K
runepdarmym u 0XXMpeHuto ¢
paHHUM Hayanom.5°
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l Pacxof aHeprum

CokpaweHus: AGRP — aryTtn-ceasaHHblii nentma; a-MSH — a-mMenaHounT-CTUMynupyrowmin ropmon; LEPR — peuenTop
nentuHa; MC4R — peuenTtop MmenaHokopTuHa-4;, PCSKT — nponpoTenHkKoHBepTasa cyb6TunnamnH/kekcmnH tuna 1; POMC —

NPOONMOMENTAaHOKOPTUH.

B KOHCeHCYCHOM 3asiBNeHuu U pekoMmeHaaumax EBponeickux pedepeHTHbix ceTel (ERN)
NPUOPUTET OTAAETCA FEHETUYECKOMY TECTUPOBAHUIO U ONTUMMU3ALUN KIIMHUYECKUX
KpuTepueB auarHoctuku Cbb, 4To MoXkeT cnoco6cTBOBaThb 60s1€e TOYHON AMarHocTuke®

Tpe6oBanua kK guarHoctuke Cbb

Bospact Bbicokuii ypoBeHb
nayneHTa AOCTOBEPHOCTH
BHYTpUYTPO6HbIi + 1 nepBUYHbIN NpU3HaK
nepuop
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reHeTUYecKoe TeCTUPOBaHUEe He,OCTYNHO
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+ 1 NepBUYHbI NpU3HaK (y nauueHTa)
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2 nepBuYHbIX (y NaumeHTa) + 1 BTOPUYHbIiA
npusHak (y naymeHTa)
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CuHppom bappe-buansa

KnuHunyeckue NMnpu3Haku, 3Ha4nMble A BO3p8CTHOI7I CTpaTVI(ZI)VIKaLl,l'WI5

O>XupeHue ¢ paHHUM
Ha4yasoM, 0CO6EHHO Mpu
HanM4Mn ANCTPODOUM
CEeTYaTKM, AO/MKHO

F'nepdarus paccmatpmBaeTcs Kak
3Ha4MMast npobaema y 60bLUNHCTBA
J€eTei 1 NoApPOCTKOB, MOSTOMY
PEKOMEHYETCH eé perynspHas OLeHKa, CRYXWTH OCHOBAHMEM A5

|
D prIER), © DIOIOL B0 ©1 POl FeHeTUYECKOro TECTUPOBaHUSA
rmnepdarum JankeHca Ha CBB

MpeHaTanbHbI Nepuos, OT poxxaeHus 1o <16 neT

OXXupeHue ¢ paHHUM Ha4vasnom

[OucTtpodus ceTyaTKu C paHHUM Ha4yanaom
MonupakTunus
AHoManuu/pguchyHKLMA Nodek

FmapomMeTpoKonbnoc
'MnoroHagusm
MukponeHuc
HapyLueHns HepBHO-NCUXUYECKOr0 pa3BUTUSA
AHocMus/runocmus

BTopuuHbI W

TpaHcno3uuusa BHYTPEHHUX OpraHoB (situs inversus)

leHeTMueckoe noatBep>xaeHue 3

[eHeTu4Yeckas anarHocTnka Cbb MoxeT CyweCTBEHHO NUSMEHNTDb XN3Hb YEJIOBEKA 3a CHET.

BO3MOXHOCTM 415 NaumneHTa 1 nx
YnyylueHns gocTyna K CeMeMN, MOHATb MNPUYMHbBI 3ab0o/1eBaHNS
HEOOXO4NMOM MeANLIMHCKOM 1 NPUHAMATb MHPOPMUPOBAHHbIE
MOMOLLN. PELLEHMS O NIeYEHUN.
CHW>XEHMSA CoLManbHOW CTUTMbI BoamMo)xHOCTH
OXXUPEHNA U NMpeoCTaBNeHNA NPOMOUNAKTNYECKOrO CKPUHNHTA
cTpaTernin coenajaHms co COMYTCTBYHOLLIMX COCTOAHNA.
CTUrMaTm3saLmen.
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