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Pesiome

B naHHOM cTaTbe Mbl COOOLAEM O [ABYX C/Iy4Yasix OXMPEHUs y CMBCOB, CBS3aHHbIX C MOIMMOPGHU3MOM reHa peLenTopa NenTuHa
(LEPR: c.233A>G, p.Arg223Gln (rs1137101)).

Ha cerogHswWwHWit feHb M3BecTHO 6onee 9 ThiC. NOAMMOPGOHBIX BApUAHTOB 3TOro reHa. O4HUM M3 Haubonee U3yYyeHHbIX SBNSEeTCS
nonumop®msm p.Arg223Gln, KOTOPbIA NPUBOAMUT K 3aMEHE aMUHOKMCIOTbI BO BHEKNETOYHOW 0bnactu peuenTtopa, obuiein ang
BCex ero n3ohopM. MMeHHO a1 AaHHOro nonMMopduU3Ma yCTaHOBIEHA B3aMMOCBSA3b C M3ObITOYHOW MACCOM Tena U OXXUPEHUEM.
CornacHo LaHHbIM 3apybexxHOM nuTepaTtypbl, y NaLMEHTOB C PAHHUM HA4yanoM GbICTPO NMPOrPECCUPYIOLLMX TSKENbIX MOPOMAHBIX
(hOopM OXMpeHMS U TMNepdarMyecknM NULEBLIM NOBeAEHMEM OblSI0 ONMMCAHO HECKOMIbKO AEeCATKOB CyvyaeB MyTaumin LEPR.

Ha oCHOBaHMM M3y4YeHHbIX HaMK KIIMHUYECKMX Clly4aeB Mbl 00CYXAaeM 0CODEHHOCTM TeYEHUS AAHHOTO KDEHOTUMNA» OXKMPEHUS,
BbIOOp TaKTUKM [anbHeWlero HabnLeHus, BO3IMOXHOCTM fledeHus. B HacTosiee BpeMs NpofokaeTcs ambynatopHoe Habto-
neHne obounx naumeHToB. C MaTepblo NposeseHa becena o HEOOXOAMMOCTH CTPOrOro COBMOAEHUS MPUHLMMOB MUTAHUS, OrpaHu-
yeHus cBoboLHOro LoCTyna K npoaykTaMm. [peanoxeHa HU3KOKANopuiitHas aneTa C HU3KUM COAEPXKAHWEM YINeBOLO0B U KMPOB Ha
6 Mec. 06Kt Kanopax MUKW, peKoMeHa0BaHHbIM Ang Manbumnka, 1700 kkan/cyt, ana nesoukun, — 1200 kkan/cyT. CemMbs Hanpae-
JIEHA Ha KOHCYNbTaLMIO NCUXOTepaneBsTa C LeNblo U3MEHEHWS NULLeBOro noeeaeHus. CocTaBneHa MHAMBMAYaNbHAS NPOrpaMMa
KOHTPOJIbHbIX OCMOTPOB AETCKOr0 3HLOKPUHOMOra 1 06C1el0BaHMs feTelt Ha nocnenyolme 12 mec.

KntoueBble cnosa: oxxmpeHune, nonnMopdusm reHos, LEPR, netu, cnbeel

[na uutupoBanus: Esnokumosa HB, HoeukoBsa BIT, JlykuHa HI, byHTtoBckas AC, TpaHauHa AE, Tnywakos PU. Oxuperue y cnb-
COB, CBSI3aHHOE C NonnMopdU3MOM reHa peuentopa nentuHa (LEPR: C.233A>G, p.Arg223Gln (rs1137101)). MeduyuHckuli cogem.
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Abstract

In this article, we report two cases of obesity in sibs associated with a leptin receptor (LEPR) gene polymorphism (LEPR:
C.233A>G, p.Arg223Gln (rs1137101)). To date, more than 9 thousand polymorphic variants of this gene have been identified. The
p.Arg223Gln polymorphism leading to an amino acid substitution in the extracellular domain of a receptor that is common
to all its isoforms is one of the best-investigated polymorphisms. An association was found between this polymorphism and
increased weight and obesity. Several dozen cases of LEPR mutations in patients with early onset of rapidly progressive
severe morbid obesity and hyperphagic eating behaviour have been described in foreign literature. We discuss the features
of the course of this obesity “phenotype”, the choice of further follow-up strategy, and treatment options based on the
clinical cases that we studied. Currently, both patients continue to be followed up in outpatient settings. The doctor gave
their mother a talk about the need for strict adherence to a healthy dietary pattern, and restricting children’s access to food
products. A low-calorie diet with a low carb and fat content for 6 months has been recommended. The total caloric content
of food recommended for a boy is 1700 kcal/day, and for a girl = 1200 kcal/day. The family was referred for psychotherapy
to change their eating behaviour. An individual 12-month program including pediatric endocrinology follow-up appointments
and clinical examinations of children was created.

108 | MEAWULUMHCKWIN COBET | 2025;19(19):108-113 © EBpokumoBa HB, Hosukosa B, JNlykuHa HIM, ByHToBckas AC, TpaHavHa AE, Mywakos PU, 2025


mailto:posohova.nina2014@yandex.ru
https://doi.org/10.21518/ms2025-321
mailto:posohova.nina2014@yandex.ru
https://doi.org/10.21518/ms2025-321

Keywords: obesity, gene polymorphism, LEPR, children, siblings

For citation: Evdokimova NV, Novikova VP, Lukina NG, Buntovskaya AS, Trandina AE, Glushakov RI. Obesity in sibs associated
with leptin receptor gene polymorphism (LEPR: C.233A>G, p.Arg223Gln (rs1137101)). Meditsinskiy Sovet. 2025;19(19):108-113.

(In Russ.) https;//doi.org/10.21518/ms2025-321.

Conflict of interest: the authors declare no conflict of interest.

BBEOEHUE

B nocneaHwue roabl B CBA3M C HEAOCTATOYHOM 3D (EKTHB-
HOCTbIO METOLOB NIEYEHUS OXKMPEHMS U NPODUNAKTUHYECKMX
MeponpuaTuii ocoboe 3HayeHne npuobpeTaeT U3yyeHue re-
HEeTMYeCKoro BKNafa B ero BbICOKYK PacnpOCTPaHEeHHOCTb
BO BCEX BO3pacTHbIx rpynnax [1, 2]. Ins BbIIBNEHUS CBS-
31 MeXAy reHOMHbIMM BapuaHTamMu (4alle M3yyaroT OAHO-
HYKI€eO0TUHble MOANMOPdU3IMBI) U DEHOTUMUYECKUMU MPU-
3HaKaMW OXMpEHMUs, B TOM YucCie u y AeTel, B HacTosllee
BpEMS MCMONb3YT METOA MOJHOFEHOMHOro MOMCKa acco-
umaumin (GWAS) [3]. K ogH1MM 13 Hanbonee M3y4eHHbIX OT-
HOCATCS reHbl MeTabonusma nentuHa. K Hanbonee yacto
BCTPEYaeMbIM reHeTUYEeCKMM BapuaHTaM, aCCOLMMPOBAHHbIM
C OXMpEHMEM, OTHOCATCS roMo3uroTbl No LEPR: c.109A>G,
p.Lys109Arg (rs1137100) u LEPR: c.233A>G, p.Arg223Gln
(rs1137101) [4]. OnHaKo pe3ynbTaTthl HAaY4YHbIX UCCNEA0BAHUIA
nonMMop@dHbIX NOKYCOB reHa nentuHa (LEP) un ero peuento-
pa (LEPR) no BAMSHWMIO HA MAcCy BO B3pOC/ION W AETCKOM NO-
nynaumMn npotusopeunssl. B pabote K.[. Mesnesowt v ap. n3
@®IBHY «HayuHbI LeHTp NpobneM 340p0BbS CEMbU 1 PENpo-
LYKUMK yenoBeka» I. MpKyTcka He Oblio BbISBNEHO HANMuus
accoumauum nonuMop@Horo nokyca reHa LEPR: ¢.233A>G,
(rs1137101) c aHTPOMOMETPUYECKMMM NPU3HAKaMM M30bI-
TOYHOWM MacChl Tefla U OXMPEHUs Yy AeBOYEK NOAPOCTKOBOrO
Bo3pacta [5]. Y xuTeneit Wpwn-/TaHkK € n36bITOYHBIM BECOM
n oxupenunem (MMT 2 25 kr/mM2) nonumopdumsm bbin CBS-
3aH C nHaekcom Maccol Tena (p = 0,04) M OKpy>KHOCTbIO Tanum
(p =0,02), npn 3TOM annenb BapuaHTa MOBbILLAN PUCK OXKM-
peHus [6]. B To e BpeMs LWMpOKOMaCLUTabHbIX MCCNefoBa-
HWI ANg onpeaeneHus ponu nonMmopdusmMa reHa peLentopa
NenTuHa B PasBUTUM OXXMPEHUS HE MPOBOAMNOCh.

KJIMHUYECKUA NPUMEP 1

Bo Bpemsa npodumnakTnyeckoro oCMoTpa B pamkax Auc-
naHcepusaumm B WKONE BPAYOM ypONOrOM-aHAPOA0roMm 6bin
0CMOTpEeH Manbumnk M. 14 net.Y pebeHka oTMeYanuch oxupe-
HWe ¥ ManeHbkre pa3mMepbl NOAOBbLIX OpPraHoB. BpayoM aaHo
HanpaBneHWe Ha KOHCYNbTaUMIO K AETCKOMY 3HAOKPUHOMOTY
No MeCTY XXUTeNbCTBa.

Pogutenn c pebeHkom obpatunmcb Ha amMbynaTopHbIN
npuem K cneumanucty. Npu paccnpoce nauueHTa u ero ce-
MbW BbIN0 YCTAHOBNEHO, YTO pebeHoK OT 3-11 HepeMeHHOCTH,
2-X CPOYHbIX pOMOB, MpOTEKaBLUMX 6e3 ocobeHHOCTeN, Mac-
ca Tena npu poxaeHun 3885 1, poct 53 cM. Haxoamncs Ha
eCTeCTBEHHOM BCKapMIMBaHWK. [IpMKOpMbl BBELLEHbI C 5 Mec.
B 9 mec. macca Tena 9200 r, poct 72,5 cm. B 1,8 roga macca
Tena 13,5 kr. C 2 neT MamMa OTMeYaeT y Mab4ymMKa HEKOHTPO-
NIMPYEMbIi NOBbILEHHbIV anneTuT. TpaBMm, onepauumii He 6bi0.
AnneproaHamHes He oTsaroweH. Habnwopaetcd y optonena

C IMarHo30M «MNIOCKO-BabryCHble CToMbl». [IpUBMT NO HaLM-
OHanbHOMY KaneHaapto. Npu U3y4eHnn HacnencTBEHHOCTH
BbISIBNEHO, YTO POAMTENM UMEIOT BbICOKME MOKasaTenu po-
CTa U HOpManbHyl Maccy Tena. Ectb Mnagwas cecrtpa, KoTo-
pasi CTpafaeT OXKMPEHWEM C paHHero Bo3pacTa. 0b6a pebeHka
poAMAnCh U NPOXKMBaNKU paHee B AzepbaiixaHe. banskopon-
CTBEHHbIN Bpak poauTenu oTpuuany.

MepBbli pa3 pebeHOK KOHCYNbTMPOBAH AETCKUM 3HAO-
KpUHONOroM B Bo3pacte 6 net. Ero poct coctaBnan 126 cm,
Macca Tena — 35 kr. bblno npoBegeHo CTaHAAPTHOE KAMHU-
K0-nabopaTopHOE M MHCTPYMeHTanbHoe obcnenoBaHume. Mo
pe3ynbTaTaM BbISBNEHA TUMEPUHCYIMHEMUS (YDOBEHD UM-
MYHHOPEAKTMBHOTO nHcynunHa (MPU) 15 MKME/mn). faHbl pe-
KOMEHIALMM MO NUTAHUIO U PEXMMY DU3NYECKMX HArpy30K.
B nocnenytowem no 14 net Kk Bpayy — AE€TCKOMY 3HOOKPUHO-
nory poautenu ¢ pebeHkom He obpallanuce.

Ha MoMeHT ocmoTpa npu obbekTMBHOM obcnenoBa-
HUKM dU3nYeckoe paseuTue cpepHee: poct 167 cm, macca
Tena — 94 kr (SDS UMT = 4,04), uipekc maccol Tena (MMT) -
33,7 kr/m?, okpyxxHocTb Tanum (OT) — 105 cm (puc. 1, 2).

KoxHble MOKpOBbl 0ObIYHOM OKpaCKuM, MPaMOPHOCTb, M-
nepnurMeHTauns B MecTax ecTeCTBEHHbIX CK1agok (wes,
noaMblweyvyHas obnactb, NOKTK, NaxoBas 06nacTb). Ha Koxe
H0OKOBbIX MOBEPXHOCTEN XMBOTA, NNeY, NOSCHMULbI, NOAKONEH-
HbIX 061aCTAX MHOXeCTBEHHble BarpoBble, po30Bble U be-
nble «CTpum». JIoxkHas rmHekomactus. [MogKoxHas XmnpoBas
KnetyaTka passuTa M3bbITOYHO, pacnpefeneHa C akLeHTOM
Ha >xuBoTe. [py nanbnauum neyeHu ee Kpai onpenensieTcs
MO HWXXHEMY Kpato NpaBoi pebepHoii ayru. HapyxHble nono-
Bble opraHbl ChOpMUPOBaHbI MO MYKCKOMY TUMY. OTMeYanoch
oBONOCEHME Ha Nobke. MNonosoe passuTue no TaHHepy Il cTa-
omsa P1-2 G1,V testis 4 mn. HepBHO-Ncuxmnyeckoe pa3BuTme
COOTBETCTBYET BO3pacTy. [laHHble 1abopaTopHOro uccnenoBsa-
HWS NpeLcTaBneHbl B mabs. 1.

Y pebeHka coxpaHsnacb rmnepuHCyIMHEMUS, OTMeYanach
rMnepnenTUHEMUS, CHUXKEHWE YPOBHS MOMOBbIX TOPMOHOB.
[pu KapMOTUNMPOBAHMM BbISBNIEH HOPMaslbHbIMA MYXCKOM Ka-
puotun — 46, XY. [pn UHCTpYyMeHTanbHOM 06Cef0BaHMM NO
[laHHbIM YNbTPa3BYKOBOro nccnenoanus (Y3M) opraHos mo-
LIOHKM pa3Mepbl SUYeK U NPUAATKOB COoTBeTCTBOBaNM |l cTa-
LMY NONOBOTO pa3BuTMS Mo TaHHepy. [1ng UCKn4eHns rmno-
rOHaLOTPOMHOTO MMMNOroHaiM3Ma MasnbumKy Hbina NposeneHa
CTUMYyNAaUMOHHas npoba c aHanorom MH-PI oudepenmHom. Mo
ee pe3ynbTataM yCTaHOBMEHO, YTO 3aepyKka NOA0BOro pas-
BUTKS OblNa CBS3aHA C OXXMPEHUEM.

Mo maHHbIM Y3/ neyeHn BbISIBNEHbI 3XO-MPU3HAKKM, Xa-
pakTepHble NS HEeanKOroabHOM XMPOBOM BONE3HU MeyeHu
(HAXBT). Mo pe3synbtatam bMoMMneLaHCOMETPUM OTMeYa-
NOCb 3HaUMTeNbHOE yBeNuYeHue xxnmpoBo Maccel (40 kr). Mo-
kasaTenb B 4,5 pasa npeBbillan HOpManbHble 3HAYEHWUS ANs
[laHHOrO Mofa u Bo3pacTa.
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PucyHok 1. lnHamMnka n3MeHeHus pocTa (B CM) Manbyuka
B CPaBHEHMU CO CpeAHMMM NoKasaTensamu no aaHHbiM BO3 [7]
Figure 1. Dynamics of growth change (in cm) of the boy
compared to the average indicators according to WHO data
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KJIMHUYECKUA NPUMEP 2

Ha npuem B nNoAuKAMHMKY Oblna npurnaweHa poa-
Has Mnagwas cectpa (gesouka C. 9 ner). PaHee ponuTenu
K cneumanucty ¢ pebeHKoM He obpallanmcb. Mama naumeHT-
KW NpeabsBnsna anobbl HA YyBCTBO rON04A U YCUNEHHbIN
annetut y nodvepun. C ee cnoB, oHa 0bpaTuna BHMUMaHMeE Ha
370 € 6 Mec. AHTpONOMeTpUYECKME NOKa3aTeNn K 3TOMy Bpe-
MEHM COCTaBWUAM — pocT 67,5 cm, macca Tena 11 kr. [leBouyka
Haxo[MNacb Ha eCTECTBEHHOM BCKApPMMBAHWUMK, B TOM Yucie
B HOYHOE BpeMsi, Kaxable 2,5-3 4, c 6 MeC. BBeleHbl MPUKOP-
Mbl. B 12 mec.y neBoyku 6bin poct 75 cm, Macca Tena - 14 kr.
[pyLHOE MOMOKO B MUTAHUM COXPAHSNOCh [0 2 feT.

B HacTosiwee BpeMs M3 aHanM3a NULLEBOrO OHEBHMKA
BbISIBJIEHO, YTO Y IEBOYKM 6 MPUEMOB MWLM, NpeanoYmTaeT
CNafKoe, MyYHble NPOAYKTbl, nonydabpukatsl. OanH pas B He-
[ento nocewlaet 6acceitH BMecTe o CTapliMM 6paTom.

M3 aHaMHe3a XM3HKM obpaulana Ha cebs BHMMaHMe
6onbwas Macca Tena npu poxaexHmn — 4000 r. Habnopaet-
€Sy TpaBMaTonora-opToneaa C AMarHO30M «MNa0CKO-Basb-
TYCHbl€ CTOMbI».

Ha MoMeHT ocMoTpa pocT pebeHka 125 cm, Macca Tena —
43 kr (SDS UMT = 3.1), UMT - 27,5 kr/mM2, OT - 82 cM (puc. 3, 4).

KoHble NOKPOBbI 06bIYHOM OKpPACKK, TMNepnurMeHTaLms
M CyXOCTb NOKTeN. Ha Koxxe BOKOBbIX MOBEPXHOCTEN XKMBOTA,
nney MHOXeCTBeHHble HarpoBble 1 po30Bble «CTpumM». [oa-
KOYXKHas XXMpOBas KneTyaTka pa3BuTa M30ObITOUHO, pacnpeae-
JIeHa C aKLEHTOM Ha XuBOTe. HapyKHble MosoBble OpraHbl
chopMmMpoBaHbl MO XeHCKoMY Tuny. [onoBoe pasBuTHe Mo
TaHHepy | ctagms P1 Mal Me. HepBHo-ncuxuyeckoe passu-
TWe COOTBETCTBYET BO3pacTy.[laHHble nabopaTopHoro mucce-
[LOBaHUWS NpeacTaBieHbl B mabs. 2.

Y pebeHKa BbIIBNEHA rMNEPUHCYIMHEMMS, TUNepXonecTe-
puUHeMUS, runepnentTuHeMus. INpu KapMOTUNMPOBAHUM BbISIB-
JIeH HOPMasbHbIM XEHCKMI Kapuotun — 46, XX. Mo aaHHbIM
Y3 opraHoB H6ptOLLIHOM NONOCTU 3HAYUMbIX NATONOTMYECKMUX
M3MEHEHWI He BbisBNeHO. [0 pe3ynbTaTam GuommnenaHco-
METPUM TaKXKe OTMEYanocCb 3HAUYUTENbHOE YBEIMYEHME XKM-
poBow Macchl (31 kr). [MokaszaTtens B 3,3 pa3a npesbiWwan Hop-
MasibHble 3HaYeHMs ANg AaHHOro Mona 1 Bo3pacTa.
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PucyHok 2. [lnHaMmnka nsmeHeHns Maccol Tena (B Kr) pebeHka
B CPaBHEHMM CO CpeaHMMM NoKasaTensamMm no AaHHbiM BO3

Figure 2. Dynamics of change in body weight (in kg) of the
child compared to the average WHO data
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Ta6nuya 1. Pe3ynbtaTbhl 1a6OPaTOPHOro UCCNEAO0BAHUS Malb-
yuka M. 14 net

Table 1.Results of laboratory examination of boy M.
14 years old

Buoxummueckuit ananus KpoBu

[ntoko3a, MMonb/n 3,8
AcnapraTamuHoTpaHcdepasa, Efl/n 34
AnaHuHamuHoTpaHcdepasa, E[l/n 37
XonectepuH, MMonb/n 46
MPW, MmKME/mMn 33
Jlentuu, Hr/mn 21,8
TupeoTponHblit ropMoH, MKME/Mn 21
TupoKCcUH cBO6OAHbIN, NMONL/N 16,2
TectoctepoH cB060AHbIN, HMON/N 0,8
JltoTennmanpytowwmit ropmoH MME/mn 0,1
DonnnKynoCTMMYNUpYIOLWMiA TopMOH, MME/Mn 0,2

lpumeyarue. UIPU = MMMyHOP@AKTUBHbIA MHCYNNH.

YunTbiBag, 4to 0b6a pebeHka mMenun Bonbluyo Maccy
Tena npu poxaeHuu, U3bbITouHble NpubaBKKM MacChl Tena
Ha MepBOM TrOLY XW3HW, TKENoe, MeasIeHHO Nporpeccu-
pyloliee oxupexwue, runepdaruio, poguTenen ¢ HopManb-
HOM Maccoi Tena, HannMuue y Manbumka 3aLepKu NoaoBOro
pa3BuTKS, MO pe3ynbTaTaM 06CNefoBaHUs — TMNEPUHCYIU-
HEMUIO, TUMNepnenTUHEMUIO, 3HAUUTENBHOE YBETMYEHUE XKNM-
pOBOI MaccChl Npu UCCNeA0BAHUM KOMMOHEHTHOIO COCTa-
Ba Tena, ObiN0 BbICKa3aHO MpeAnoaoXKeHne 0 MOHOTeHHOM
TMNe oxupeHus. CemMbe OblIO NPEANOXKEHO FEHOTUNMUPO-
BaHWE OAHOHYKNEOTMAHOro nonaMMopdmaMa reHa peuen-
Topa nentuHa LEPR: 233A>G. OHO NpoBOAMNOCH B paM-
KaX rocyfapcTBeHHOro 3agaHus (Homep B EMMCY HUOKTP
AAAA-A19-119031290063-7). Uccneposanune LEPR:



PucyHok 3. [lnHamuka n3MeHeHuUs pocTa (B CM) AeBOYKM
B CPaBHEHMM CO CpeaHMMM NoKasaTensamMm no AaHHbiM BO3
Figure 3.Dynamics of change in girl’s height (in cm) in com-
parison with average indicators according to WHO data
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¢.233A>G, p.Arg223Gln (rs1137101) BbinonHanocb Habopamu
«SNP-3KCIMPECC» MeToaoM MOAMMEpPA3HOM LIEeNHOW peak-
unn (MLLP) B pexxume peanbHoro BpemeHu (Jlutex (Poccug)),
rae aMnaAMGUUMpYTCS NapanienbHo ABe peakumu C ABYMS
annenb-cneunduUYHbIMK NpaiMepamu, AeTEKTUPYETCS CUTHAN
no kaHany FAM. leHoTMnMpoBaHue nccnegyembix 06pasLoB
reHoMHon [IHK npoBoamnoch B pexnMe peanbHOro Bpeme-
HM Ha amnandukatope (RT-PCR) OT-Mpaim (AHK-TexHonorms
(Poccus)). OHo npoBoamnoch Ha ba3se otaena Meanko-buono-
MMYECKMUX MCCNefloBaHWUIA HayYHO-UCCNEA0BATENbCKOTO LEeH-
Tpa BoeHHO-MeanumHckon akagemmm umenn C.M. Kuposa
(CaHkT-TNeTepbypr, Poccus). PesynbtaT nccnenosanms: y obomx
LETEN BbIABAEH FOMO3UIOTHbIW MaTonorMyeckuii reHotun GG
nonumopdusma LEPR: c.233A>G.

OBCY>XXAEHUE

B nocnenHue roabl BCe H6onblle MCCnenoBaHMi MOCBA-
LLEeHO U3yYeHWto BKNaaa nonumMopdusMoB B pa3BuTME MO-
JIMTEHHOTO OXMPEHMS, B TOM YMCNle CBA3AHHbIX C TEHOM
LEPR [8]. K Hanbonee 4acto BCTpEYAEMbIM FeHETUYECKUM
BapMaHTaM, aCCOLMMPOBAHHBIM C OXMPEHMEM, OTHOCATCS
romo3urotel no LEPR: ¢.109A>G, p.Lys109Arg (rs1137100)
u LEPR: ¢c.233A>G, p.Arg223Gln (rs1137101) [4]. B naHHOW
cTaTbe Mbl COODOWAEM 0 2 cnyyasx OXMpeHus y cubcos,
CBSA3aHHbIX C NOAMMOP(DU3MOM reHa-peLenTopa AenTuHa
(LEPR: c.233A>G, p.Arg223Gln (rs1137101), obcyxaaem oco-
H6EHHOCTW ero TeyeHus, BbI6OP TaKTUKM AaNnbHENLLero Ha-
61104eHUS, BO3MOXHOCTU NIEYEHUS.

MpakTu4yeckn BCe UCCefoBaHMS, MOCBALLEHHbIE M3yYye-
HUIO heHoTUNMYecknx ocobeHHoCTen nonMmopdusmMa reHa
LEPR, BbinonHeHb! y B3poc/bix. B pabote M. Daghestani et al.
6b1710 NOKa3aHo, 4to B CaymoBckor ApaBuu He Bbino obHapy-
>KEHO pa3NnymiA B 4acToTax reHoTMnoB nonumopdusma LEPR:
¢.233A>G Mexay NaLMeHTKaMmM C HOPMasibHbIM BECOM U XKeH-
WyHaMu ¢ oxnpeHneM. OfHaKo CTpaTUdMKaLMS MO annensam
BbISIBM/IA 3HAUUTENbHO 6onee BbICOKMIA MIMT, OKpYy>KHOCTb Ta-
nuun v 6enep, ypoBeHb NENTUHA, MHCYUHA, IOKO3bl HATOLLAK,
a Takke bonee HM3KMe YpOBHU IPENUHA Y XKEHLLUMH C OXMpe-
HMEM, MMeloLLMX naTonornyeckyto annens G [9].

PucyHok 4. lnHammnka nsmeHeHns Maccol Tena (B Kr) pebeHka
B CPaBHEHMM CO CpeaHMMM NoKasaTensamMm no AaHHbiM BO3
Figure 4. Dynamics of change in body weight (in kg) of the
child compared to the average WHO data
50
40

30

20

73 89

3,2

0 mec. 6 mec. 12 mec. 9 net

B Macca Tena 4eBoYKH Hopma no BO3

Ta6nuua 2. Pe3ynbtaTbl N1abOpaTOPHOro MCCIen0BaHMS
nesouku C.9 net

Table 2.Results of laboratory examination of the girl S.,
9 years old

Buoxummuueckmii aHanus Kposu

[ntoko3a, MMonb/n 44
AcnapratamuHoTpaHcdepasa, El/n 29
AnanutamuHoTpaHcdepasa, E[l/n 35
XonectepuH, MMonb/n 5,2
MPW, MKME/Mn 30
JlenTuH, Hr/mn 41,5
TupeoTponHbIi ropMoH, MKME/Mn 1,8
TUPOKCUH CBOBOAHIN, TMONL/N 15,5

lpumeyarue. UIPU = UMMyHOPEaKTUBHbIA MHCYNNH.

[pynna yyeHbix 13 Yol nog pykosoactsom L. As3anet-
[IMHOBOW YCTaHOBMAM, YTO reHoTnn GG NoanMop@HOro NoKy-
cars1137100 reHa LEPR accoummpoBaH C naTTepHamu nuLe-
Boro nosefexus [10].

Pap aBTOpOB mpepnonaratoT, 4To MyTaumu reHa LEPR
MoryT 6biTb akTopamu pucka passutusa HAXBI, caxap-
Horo anaberta 2-ro TMna, cepae4yHo-CoCyaUCTbIX 3abone-
BaHWM, CUHAPOMA MOMMKUCTO3HbIX SUYHUKOB NNLL KEHCKO-
ro nona [8, 10].

MccnenoBanus pacnpoCcTpaHeHHOCTM MyTauuK reHa pe-
LenTopa NenTMHa M ero B3aMMOCBSA3M C MATONOMMYECKM-
MW COCTOSIHUSIMU B LETCKOW MOMyAsiLuMM HEMHOrOYMCNEH-
Hbl. B pabote N.Yiannakouris et al. BbigsBNeHa accoumaums
HOCUTeNbCTBa NOAMMOPGHOro BapuaHTa reHa LEPR c yse-
NMYEHMEM MHAEKCA MACChl Tena M NpoLeHTa MOAKOXHOM
XMpoBOW knetyaTtkn [11-14]. YctaHoBneHa accoumaums Ba-
puaHTta rs1137100 reHa NenTMHOBOIO peLenTopa C OXW-
peHneM y noApocTkoB. MakTopaMu pUcKa MOXKHO CYMUTATb
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reHoTunbl AG 1 GG 3toro rera [8, 15-17]. B 2020 r. yyeHbI-
Mu 13 Kutas npoBoAMnOCh UCCnefoBaHMe, LEbl0 KOTOPOro
66110 BbIBUTL NOAMMOPDHU3M reHa LEPR rs1137101 v onpe-
[LleNnTb YacToTbl 3TOr0 OAHOHYKIEOTUAHOro noaMmopdusma
SNPy 200 getelt c HOpManbHbIM HYTPUTUBHBIM CTaTyCOM [,0-
LUKOMIbHOTO BO3pacTa. Y aeten B Bo3pacTe 3-5 net Hambonb-
UM yaenbHbIM BeC Npuxoamncs Ha reHotun G/G (67 %), a Ha-
MMeHbWMI — Ha reHotun A/A (5%). YactoTtbl annenein G u A
cocraeunn 0,81 n 0,19 cooTBetcTBeHHO [12, 18-20].

3AKNIOYEHUE

B HacTosllee BpeMs npomosKaeTcs aMbynatopHoe Ha-
bniogeHne obomnx naumeHtos. C MaTepblo NpoBeaeHa be-
cena 0 HeobXxoaAMMOCTU CTPOroro COBMAEHUS NMPUHLMMOB
NUTAHUS, OrpaHUYeHnsa CBOHOAHOIO LOCTyna K Mpomayk-
TaM. lNpeanoxeHa HU3KOKanopuitHas amMeTa C HU3KWUM CO-
[epXXaHWeM YrneBOoLOB M XMPOB Ha 6 Mec. 06K Kanopax
MWLM, pEKOMEHA0BAHHbIN Ang Manbumnka, 1700 kkan/cyT, ans

—— Cnucok nutepatypbl / References

nesoyku, — 1200 kkan/cyt. CeMbst HanpaBneHa Ha KOHCyNbTa-
LMI0 NCUxoTepaneBsTa C LeNbio U3MEHEHMS MULLEBOrO MoBe-
nenuns. CoctaBneHa MHAMBMAYaNbHAs NporpaMma KOHTpO/ib-
HbIX OCMOTPOB [LETCKOrO 3HAOKPUHOIOra U 0b6cnenoBaHms
feTei Ha nocnenyowume 12 mec.

[eHeTnyeckune HakTopbl OCTAKTCH HEU3MEHHbBIMM B Teye-
HWE XXM3HW U MOryT ObITb ONPefeneHbl y)ke B paHHeM BO3pac-
Te. B cBS13M C 3TUM BHMMaHMe Bpaye AOMKHO ObiTb aKLEHTU-
pOBAHO Ha AeTelt B cyiydae ObICTpoM npubaBku Macchl Tena
Ha MepBOM roAy u3Hu. Ecam npu 3TOoM Takke HabnogaoT-
€S HapyLeHMe YyBCTBA CbITOCTU, MHTEHCMBHAS runepdarus
n cTpemnenune K ege. lNpoBeaeHne MONekynspHo-reHeTuye-
CKOr0 MCCNenoBaHMs U ero OLeHKa BaXKHbl AN nepCoHanm-
3MPOBAHHOrO MNOAXOAA K NaLMeHTaM, BbIpaboTKe TaKTUKK UX
obcnenoBaHmsg M HabnoaeHMs, MPOrHO3MPOBAHUS BO3MOX-
HbIX PUCKOB U UX NPEAOTBPALLEHMS.
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