Penkue 3aboneBaHus, cBsi3aHHbIe C
HapyLleHMeM runoTanaMmnyeckoro
nytn MC4R

Penkne reHeTU4eCckmne BapnaHTbl B rMnoTasaMmMyeckom
CUIrHanbHOM MyTW peLenTopa MenaHoKopTMHa 4-ro Tuna
(MC4R) — knto4eBOM CUFHANBHOM MYTH, OTBEYAIOLLIEM
3a Perynsaumio rofiofa U pacxoaa aHeprum, — MoryT

NPVMBOANTL K HApPYLLEHWIO HEVPOHAIbHOW Nepeaaym
CUIHANOB, YTO BbI3bIBAET peakMe 3aboneBaHms,
CBsA3aHHble C HapyLUeHneM curHaabHoro nyTn MC4R 12

HapyweHue curHanbHoro nytu MC4R™3~7
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CokpallleHns: AQRP — aryTu-cBsizaHHblii nentua; ALMST — 6enok cuHapoma AnbctpemMa 1; a-MSH — a-menaHouuT-
CTUMYNUPYHOLLIMIA FOPMOH; BBSX — 6enok cuHapoMa bapae-buana x (MoryT 6biTb 3a1eCTBOBaHbl HECKOSIbKO
pasnuuHbix reHoB/6enkoB BBS); LEPR — peuenTtop nentuHa; MC4R — pelenTop MenaHokopTuHa-4; PCSKT —
NPONpPOTENHKOHBEPTa3a Cy6TUNM3anH/kekcuH Tuna 1, POMC — npoonunomenaHokopTuH; RAIT — nHAYUMPOBaHHbIA
peTMHOeBOW KMcnoTon 6enok 1; SH2B1 — aganTepHblin 6enok Src romonormmn 2 B 1; SRCT — KoakTuBaTop
cTeponaHoro peuentopa 1.

Y nuy, c peaKnumMm 3ab6osieBaHUAMM,
CBfi3aHHbIMMU C HapyLUEHUEM
rmnotrasaMmyeckKoro curHasabHoro
nyt™1 MC4R, yacto HabnogatoTca
runepdarusa n oXxmpeHue c

paHHUM Havanom.®? Mnepdarus OXXupeHue ¢
paHHUM Hayanom?®

a) Hanuuune oxxupenus B BospacTe 0 5 neT v VIMT >95-ro nepueHTUAs 4718 BO3pacTa 1 nosa.



Pepnkue 3aboneBaHusi runotanamumyeckoro nytm MC4R npossnsioTtcs
pa3fIMYHbIMU K/IMHUYECKMMU NpU3HaKaMK, ogHaKo runepdgarusa

N OXXUpEeHue ¢ paHHMM Ha4yasioM CYUTAIOTCA KJH0YEBbIMMU
KJIMHUYECKUMU NpU3HaKamun.'o

PeaKoe reHeTn4ecKoe 3abofeBaHme
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Mnepdarus

OXunpeHue ¢ paHHUM
Hayanom

[MopoKu cepaevHo-
COCYINCTON CUCTEMBI

HapyLueHWst KOrHUTUBHbBIX
byHKUWI MW pasBUTUS

HapyLeHnsa sHAOKPUHHON
CUCTEMBI

HapyLweHus pocTa

3ab01eBaHNgA novyek

HapylueHns 3peHus

* Pbixuit UBeT Booc — + Tsxenble
+ CBeTnasa nnn 6akTepuanbHble  + lMonupakTuams
6nefHas Koxa MHbeKL N

[pyrne BO3MOXHble
NPU3HaKu

a) lMnepdarus Habntoganack B MbllWWHbIX MoAensax gedbuunta SRC1

CokpauleHus: LEPR — peuenTop nentnHa, MC4R — pelentop MenaHokopTuHa-4, POMC — npoonnomMenaHoKOpTUH,
SH2B1 — aganTepHbiit 6enok Src romonorun 2 B 1; SRCT — KoakTMBaTOp CTEPOMAHOro peLenTopa 1.

FeHeTMYecKoe TeCTMPOBaHUE COBMECTHO C OLLeHKOW KJIMHUYECKOW KapTUHbI MOXKeT
cnoco6cTBOBaTb AMArHOCTUKE peAKUX 3a6oneBaHui, CBA3aHHbIX C HapyLLeHUeM
runoTasaMMYecKoro curHanbHoro nytu MC4R."0"3

PaccMoTpuTe BOSMOXHOCTb NPOBEAEHNS Lie/IeHaNpPaBIeHHOrO FreHETUYECKOrO
TECTMPOBaHNS y NnLL (AeTeN MK B3POCbIX) NPy Hannumin:101s

+ [unepdarnn
+ OXXMpEeHMa ¢ paHHMM Hayanom

© [Apyrmx KNIMHUYECKMX NPU3HAKOB PeAKMX 3a60NeBAHMI, CBA3AHHbIX C
HapyLIeHNeM rnnoTanaMm4eckoro curHanbHoro nytn MC4R

+  CeMelnHoro aHamMHesa Bblpa>keHHbIX PasIMynini MaccCbl Tena Mexxay
YJIEHaMn CEMbA
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MaTepman npegHasHa4YeH NCKKYUTENbHO Ana VIHdJODMaLWIOHHb\X ueneh Komnanus CTpeEMUTCA NoAAEP>XKMNBaTb akTyallbHOCTb U NPaBUTIbHOCTb
MHdJOpMaLlMM, 0OHaKO He AaeT HUKaKnX ABHbIX WK noapasyMeBaemMblx saBepeHmPl nnn I'apaHTMVI B OTHOLLEHWW MOJTHOTbI, TOYHOCTH,
HaAeXXHOCTU U NpUrogHocTn MHqJOpMaLlVIM.



