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Peszrome
Oobocnosanue.

Ooicupenue — smo MHo2ohakmopHoe 3abonesanue, KOMopoe CMAlo OOHOU U3 CAMbIX CEPbE3HbIX U
PAcnpocmpaneHnvlx npoonem neouampuu ¢ yacmomoti om 1,7 0o 6,3%. [enemuuecku o00yclosieHHble
hopmbl docmamouno mpyoHo OUASHOCMUPOBAMb U OMIULUMb MexucOy coboul, cundopom Ilpadepa—Bunnu —
Haubonee pacnpocmpaneHHoe 3abonesanue OanHou epynnul. Basicno ouggepenyuposamv eco om Opyeux
CUHOPOMOB C NOMOWbIO 2eHemUudecKux memooos. Huowe npedcmaesneno nepsoe 6 Poccuu onucanue 0e8ouku,
Habnoodasuielics ¢ nodospenuem Ha cunopom llpadepa—Bunnu, y xomopoii 6 pesynvmame NnoiHO2EeHOMHO20
cekseHUuposanus ovina evisasieHa oeneyus Ip36. /lesouka ¢ 7 mecayes Habnoodaracy HespoLo2oM No nNo8oody
MbIUEYHOU 2UNOMOHUY, a 8 2 2004 — C NOOO3PEHUEeM HA CUHOPOMATbHYIO NAMONO2UIO (SUNOMOHUS,
odicupenue, 3a0epircKa pazeumus), 6 cés3u ¢ wem 2ocnumanuzuposana ¢ Mncmumym neouampuu IHUMY. Ilo
pe3yibmamam 0000Cn1e008anus ObLIO0 NPeOnoodceHo Hanuuue cunopoma IIpadepa—Bunnu, oonaxo amanus
memunuposarnus cena SNRPN ne noomeepoun ouazro3. B oanvHeliuem 8bin0IHEHO CeK8EHUPOBAHUE 2eHOMA,
Komopoe 8viaeuno oerneyuro Ip36 — cunopom, enomunuuecku cxoxcuti ¢ cunopomom Ilpadepa—Bunnu.
Jlaunviti  cayuail  donoansem  uHgopmayuro 0 - CLOJdCHOCMU  OupepenyuanrbHoll  OUACHOCMUKU
CUHOPOMATILHO20 OdCUpenUs y demell U npeocmasisiem noopooHoe CPAGHEHUE IMUX HO30T02UM.

Knroueevle cnosa: oemu, kiunuveckuil caydatl, oxcuperue, oeneyus 1p36, cunopom I[padepa—Bunnu
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Background. Obesity is a multifactorial disorder that has become one of the most serious and widespread
pediatric problems, with an incidence ranging from 1.7% to 6.3%. Genetically determined forms are difficult
to diagnose and distinguish from each other, with Prader-Willi syndrome being the most common of these
disorders. Accurate differentiation from other syndromic forms of obesity is essential and requires the use of
genetic diagnostic methods. We present the first description in Russia of a girl initially observed with
suspected Prader—Willi syndrome in whom whole-genome sequencing revealed a 1p36 deletion.

The girl had been followed by a neurologist since the age of 7 months because of muscular hypotonia. At
the age of 2 years, she was evaluated for a suspected syndromic disorder (hypotonia, obesity, and
developmental delay) and was hospitalized at the Institute of Pediatrics of PIMU. Based on the results of
further clinical evaluation, Prader—Willi syndrome was suspected; however, methylation analysis of the
SNRPN gene did not confirm the diagnosis. Subsequent whole-genome sequencing identified a Ip36 deletion,
a syndrome with a phenotype that may resemble Prader—Willi syndrome.

This case highlights the challenges of the differential diagnosis of syndromic obesity in children and
provides a detailed comparison of these nosological entities.

Keywords: children, case report, obesity, 1p36 deletion, Prader—Willi syndrome
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OobocHoBaHue.

OxupeHue — 3TO MHOTO(aAKTOpHOE 3a0o0JeBaHHE, KOTOPOE CTAJIO OIHOM U3 CaMbIX CEpPhE3HBIX H
pacnpoCTpaHEeHHBIX MPOoOeM NenuaTpuu ¢ yactoroi ot 1,7 10 6,3% [1].

Boigensor pa3nuyHble METUIIMHCKHE TPUYHHBI O)KUPEHUS (93HAOKPUHHBIE, 1iepedpabHble, TeKapCTBEHHO-
WHAYLUMpPOBaHHbIE U JApyrue). B mocneanue roapl Bce Ooiblliee BHUMaHUE YIEISETCS POJIU T€HETHYECKHX
MEXaHHW3MOB, KOTOpbIE€  pacCMaTpPUBAIOTCS ~ KaK  KJIIOUYEBBIE  JIETEPMHUHAHTHl  WHIUBUAYaTbHON
BOCIIPUMMYUBOCTH K pa3BUTHIO oxupeHust [2]. [lo AaHHBIM 5SNHIEMUOIOTUYECKUX M TEHETHYECKHX
WCCIIEI0BAaHNM, HACIEAYeMOCTh MHJIEKCa MAacChl Tejla B OOIIeH MOMYJISIUU cocTaBiseT B cpearem 40—50%,
TOTa Kak B OTIENbHBIX CYOMOMyNsUSAX C OXXUPEHHEM STOT MOKaszarenb MoxeT gocturarb 80%, 4To
CBUJETENHCTBYET O CYHIECTBEHHOM BKIIaJle HACJIEICTBEHHBIX (DaKTOpOB B (OPMUPOBAHUE PHCKA JAHHOTO
3aboneBanus [3]. [eHeTnuecku oOycCIOBICHHYIO (OPMY JOCTATOUHO TPYAHO OTIMYUTH OT JPYTHX, TaK Kak
YacTHIM M OCHOBHBIM 3B€HOM MAaTOTeHe3a SBISIOTCS HApYIICHUS MUIIEBOTO MOBeAeHUS [4].

Oco0oi1  ¢opMOIl  HACIIECTBEHHOTO OXXHUPEHHSI MOXHO  BBIICIWTH CHHIPOMAJbHBIA  BapUaHT,
COTIPOBOXK/IAIOIIUICS TOTOJHUTEIHHBIMU KIMHUYECKUMHU TPOSBICHUSMHU, TAKUMH KakK 3a/IepKKa pa3BUTHS,
ocobeHHOcTH (heHoTurna (yBeJIMUEHHE MacChl Tella, MHOTOUMCIICHHBIE KOXKHBIE CKJIAJKA Ha TYJIOBHILE,
MBIIlIEYHAs TUNOTOHMS, MaJeHbKHE KHUCTH) M BPOXKIAEHHBIE MOPOKW pa3BuTus [5]. CaMbplM 4acThiM U
W3BECTHBIM siBJsieTcsl cuHapoM [Ipanepa—Busn.

Cunnpom Ilpanepa—Bumm (OMIM 176270) — reHeTHYECKUI CUHAPOM, BBI3BAaHHBIN MOTEpEH IKCIPECCUH
ydacTka OTHOBCKOM XpoMocoMmbl 15ql1-ql3. OcHOBHbBIE KIMHUYECKHE MPOSBICHHUS JAHHOTO CHHApPOMA
BKJIIOYAIOT MBIIIEYHYI0 THUIOTOHUIO, IUIOXOM amlleTUT U TPYJHOCTH KOPMIIEHHS B MIIAJeHYeCTBE, 3a
KOTOPHIMH B PaHHEM JIETCTBE CIIEAyeT MepeelaHre M MOCTENeHHOE Pa3BUTHE MAaTONIOTUYECKOTO OXHPEHUs
(mpu OTCYTCTBHUS KOHTPOJNS TOTPEOJNeHUs THINM), 3aJepKKa JBUTATEIBHOTO M PEYEeBOTO pPa3BUTHS,
HapylI€HNE KOTHUTUBHBIX HAaBBIKOB [6].

OpHako B psiie KIMHUYECKHX CIy4yaeB BO3HHKAeT HEOOXOAMMOCTh AuddepeHnanbHON ITHAarHOCTUKH
cunapoma [Ipanepa—Bumnu ¢ qpyrumu HacienCTBEHHBIMU CUHApoMaMu, Hanpumep bapae—bumis, Temmia,
[aada—SHra u co MHOTUMH JPYTUMHU 3200J€BaHUSIMH ¢ MUKPOXPOMOCOMHBIMU MEPECTPORKAMU: AeNerueit
1p36, nenenueit 2p, aenenuen 6q, AymMkanuen 6q, neneuuent 15q, mymnukanueit 15q, aeneruen 19p u
npyrumu [S5, 7]. BuISBI€HHE TOYHOTO ATHOJOTHYECKOTO (haKTopa KpailHe BaXKHO IJIsi WHIWBUIYATBHOTO
MOJX0Ja K BEIEHUIO0 peOeHKa M KOHCYJIBTHPOBAHHUS €ro ceMbU. {1 MOCTaHOBKU JAMAarHO3a HCIONb3YIOTCS
pa3iIMyYHble METOABlI TEHETUUECKOM AUArHOCTHKH, HAIIPUMEpP BBHICOKOTPOM3BOIUTENBHOE CEKBEHUPOBAHUE [8§]
Y MOJIEKYJISIPHOE KapUOTHITMPOBAHKUE C TIOMOIIIBIO XPOMOCOMHOTO MUKPOMATPHYHOTO aHamu3a [9].

Hwuxe npencrasneno nepBoe B Poccun ommcanue neBOYKH, HAOIIONABIICHCS C MOA03PEHHUEM HA CHUHIPOM
[Ipanepa—Buim, y KoTopoii B pe3ysbTare MoJHOTEHOMHOTO CEeKBEHHUpOBaHUs ObLia BhIsBIeHa Aenenus 1p36.

Kiaunuyeckuii npumep.

HeBouka, 3 roga u 7 MecsueB, Oblla JBaXKIbl TOCHUTAIM3UPOBAHA B HEBPOJIOTHMUECKOE OTAENICHUE
Nuctutyra nenuarpunn GI'bOY BO «IIpuBOBKCKUNA HMCCIEAOBATENbCKUN MEIUIIMHCKUN YHUBEPCUTET»
Munzapasa Poccun.

IIpu nepBoii rocnuTaJIU3aNNH B 2 roxa u 3 mecsna.

Anamnesz owcuznu. Co CIOB pOAWTENEH MalMeHTa, JEeBOYKa OT 4YeTBepTOM OepeMeHHOcTH (TepBas —
3aMmepiasi, 2 — 370poBasi IeBOYKa, 3 — 3/70poBas AeBouka, 4 — mpoOaHa), MpOTEKaBIIeH C yMepeHHOH
3aJIep’KKOM pocTa IUIo/a, TPETbUX POAOB €CTECTBEHHBIM MyTeM Ha cpoke 39 Hegenb. [lepunaranbHBIN
nepuo ObUT OTATOIIEH C1a00CThIO POIOBOM AESITENFHOCTH, 12-4acoBbIM 0€3BOAHBIM NepuonoM. OneHka 1mo
mkajge Amnrap cooTBeTcTBOBana 8/8 Oamnam, Bec mpu poxaeHuu Obu1 3 200 1, amuHa Tema — 49 cwm.
HeonaranpHblli ¥ ayquOJOTHYECKUN CKPUHUHTH OBUIM TPOBEACHBI B POAUIBLHOM JIOME U HE BBIIBHIU
OTKJIOHEHUH. Ha ecTecTBEHHOM BCKapMJIMBAaHMM JIeBOYKa Haxonauiach 10 1 roma 9 mecsueB. CeMeHbIM
aHaMHe3 OTSTOIIEH: y ABOIOPOIHON CECTPhl MaTepy MallMeHTKU ¢ 4 MecsIeB TshKeoe 3a001eBaHre HEPBHOM
CUCTEMBI (TOYHBIN JUarHo3 Heu3BecTeH). PoicTBeHHBIN Opak poauTenel oTpUIaeTcs.

Anamnes 3abonesanus. B Bo3pacte 7 MecsAlleB pOAUTENN BIEPBbIE OOpAaTHIIUCh K HEBPOJIOTY MO MECTY
KHUTENbCTBA C jKalo0aMU Ha OTCTAaBaHUE B Pa3BUTHH JBUTATEIbHBIX HABBIKOB (CaMOCTOSITENIBHO HE CHIIUT,
HEaKTUBHO TNepeBopaunBaercs). [Ipu ocMoTpe HeBpojor oOpaTuid BHUMAaHHE Ha CHUXXEHHE MBIIIEYHOTO
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TOHYCa MPEUMYIIECTBEHHO B MBIIIIAX CIUHBI (IOJI0XKEHUE CUIS HE TOJICPKUBACT, CKIIaIBIBACTCS BIIEPEN) U
YCTAHOBUJI JIMaTHO3 «CHHAPOM MBIIIEYHOW THIIOTOHHHM HESICHOTO TeHe3a, 3aJiepKKa CTaTo-MOTOPHOTO
pazBuTHs». BpadyoM ObLIO pEKOMEHJIOBAHO amMOyJaTOpHOE J1000CIeN0BaHKE: MPOBEACHUE OMOXMMHYECKOTO
aHaJgM3a KpPOBH: OIpesesieHHe akTUBHOCTH kpearnH(pochokuHasel (KDK), acmaprarammHoTpaHchepasbl
(ACT), ananmnamuHoTpanchepassl (AJIT), nakratmerumporenassl (JIJII'), oreHka KoOHIEHTpaIuu
MHOIJI00MHA, JlakTara). Bce mokasarenw ObUTM B mpezenax pedepeHCHbIX 3HaueHWH. bwuto mpoBeneHo
KapUOTUIMPOBaHUE, KOTOPOE HE BBIABUIIO XPOMOCOMHBIX aHeyrouaud — 46, XX. CKpUHHUHT YacCTbhIX
JIM30COMHBIX 0OJIe3HEH HAKOTUICHMsI TIOKa3ajl OTPUIIATEIbHBIN pe3ysbTarT, Aesenus 3k30Ha 7 reHa SMN1 He
Obla BBIABIICHA. bbUTO Ha3zHaueHO AuHaAMUYeckoe HaOmromeHue u boOar-tepamus, Ha ¢GoHE KOTOpOW B 8
MECSIIEB OTMEYallach TIOJOKUTEIbHAS JIMHAMHKA B Pa3BUTHM MOTOPHBIX HAaBBIKOB (Hayajga aKTUBHO
MepeBOpaYMBaThCs, 00Jiee YBEPEHHO CHJIETh, BCTaBaTh Ha 4YETBEPEHBKH). PomuTenn oOpaTwimch Ha
CIIeYIONUHA OCMOTP K HEBpPOJIOTY B 2 roja ¢ »ajao0aMH Ha OTCTaBaHHWE B Pa3BUTHH HHTEIUICKTYyaJbHBIX
HaBBIKOB M PEUYCBOTO Pa3BUTHUS (B pPEYM MMEIHM MECTO TOJIBKO OTHEJbHBIC 3BYKH U JICTIET, U3 CJIOB TOJBKO
«Mamay, «maray). [Ipu ocMoTpe HeBposiora OBLIO OTMEUEHO: MPOTPecC B Pa3BUTHHU MOTOPHBIX HABBIKOB
(meBoyka OCBOMIIa CAMOCTOSITENIbHYIO X060y B 1 o7 9 Mec.), 0OJHAaKO COXpaHsIach TUIIOTOHHS, OTMEUAJIOCh
3HAYUTEIHHOE YBEIMYCHHE MAcChl Teja. BpadyoM OBLIO 3a1mo103peH0 HAIMYUe CHHIPOMAJIBHOTO OXKUPEHHS C
HapyIIEHUSMH HHTEIJICKTYaJIbHOTO Pa3BUTHSI, B CBSI3M C YeM JIEBOYKA OblIa HampaBlieHa Ha TOCIUTAIN3AIIHIO.

Qusuxanvhas ouacHocmuka. IIpu TOCTIUTAIM3AaMM HAa MOMEHT OCMOTpa BBISBICHO HAJWYHE JICTIeTa,
OTCYTCTBHE 3BYKOIOJpa)KaHMS, BBIMOJHICT MPOCThIE MHCTPYKIIMH, €CTh KECTOBasS KOMMYHHUKAIIHS, OJTHAKO
MaJjio TOBTOPSIET NEWCTBHM 3a B3POCIHBIMH. B peun oTaenbHBIE CIOTH («May, «may), 3BykH. OTCYTCTBYIOT
CIOXKETHBIC UTPBHI.

[Ipu oreHKe MOTOPHOTO pPa3BUTHS OObEM AKTHBHBIX M TACCUBHBIX JBWIKCHUN B KOHEYHOCTSX ITOJIHBIN.
Mprmieunsiii Tonyc nuddysno camkeH. [loxonka HeyBepeHHas. OOpamiaeT Ha cebs BHUMaHUE (PU3NUYECKOe
pasBuTHe pebdenka: Macca tena — 17 k1, poct — 89 cm (SDS UMT +3,37). Ilo apyrum opraHam u cucreMam
MaTOJIOTUN HE OBLIO BBISBJICHO.

Jlabopamopnvie uccnedosanus. Ilpu wuccaenoBaHuM OOIETO0 M OHMOXMMHUYECKOTO aHAJIM30B KPOBHU
(ompenenenne aktuBHOCcTH KDK, ACT, AJIT, JI/AI, oleHKM KOHIIEHTpAIlMd MUOIJIO0OWHA, JaKTaTa), oOIIero
aHaJIi3a MOYH — ITaTOJIOTUN He OBLIO BBISBIICHO.

Hncmpymenmanvhuvle ucciedosanus. 1lpy MpoBeaeHUH YIBTPa3BYKOBOTO UCCIICIOBAHUS OPTaHOB OPIOIITHON
001acTH ¥ TIOYEK — M3MEHEHUI He oOHapykeHo. [1o TaHHBIM AeKTpoHepoMuorpady BHISIBICHBI TPU3HAKU
YMEPEHHOTO CHUXEHHS MPOBOIMMOCTH TI0 MajoOEpIOBBIM M OOJBIIIEOepIIOBEIM HepBaM. [Ipu mpoBeneHun
JIByX4acOBOTO BHJICOMOHHTOPHHTA 3JICKTPO3HIEaIorpaMMbl SMIIICITUPOPMHAs aKTUBHOCTh HE Oblia
3apEeTUCTPUPOBAHA, OTMEUEHO, YTO KOPKOBas pUTMHKA C(HOPMHpPOBAHA COOTBETCTBEHHO Bo3pacty. [lo
JTAHHBIM MarHUTHO-PE30HAHCHOW TOMOTpadHH TOJIOBHOTO MO3Ta BBISBIECHBI TPU3HAKU ITEPUBEHTPUKYISIPHON
JIEHKOTIaTHH 00€HMX 3aTBUIOYHBIX J0JICH (BEPOSATHO MOCTTUITOKCHYECKOTO XapaKkTepa).

Koucynomayuu ysxux cneyuanucmos. JleBoduka ObuTa KOHCYJIBTHpPOBaHA JHJIOKPUHOJIOTOM: HCKIIFOUEHA
MaToJIOTHS IIUTOBUIHOMW >kene3bl. IIpu ocMoTpe cypjoiiora HapymieHHs cliyxa He Obulo BbIsBIEHO. [lo
pe3ysbTaTaM KOHCYJIBTAllUd T€HETHKA BBISBICHBI (DEHOTUITMYECKHE 0COOEHHOCTH (YBEIIMUCHHUE MAcChl Tela,
MHOTOYHCIICHHBIE KOXKHBIE CKJIAJIKM Ha TYJOBHIIE, MBIIICYHAS THIIOTOHUS, MaJlCHbKHUE KHCTH), B CBS3U C
HaJU4YMeM KOTOPBIX OBLT 3amofo3peH cuHapoM Ilpamepa—Bumim, d9To mOTpeOOBaNO HCCIICTOBAHUS
MetunupoBanuss reHa SNRPN, mpu orpunarenpbHOM pe3yibraTe KOTOPOTO PEKOMEHIOBAHO BBITIOJHEHHE
CEKBEHUPOBAHMS TEHOMA.

T'enemuueckue uccnedosanus. B cBs3u ¢ Mopo3peHreM O Hamuyuu cuHapoma Ilpagepa—Bumam neBouke
Obl1a BBITTOJIHEHA METWIICTICIIUUYECcKas oJIMMepa3Has 1ernnas peakuus renHa SNRPN, koTopast He BeIsIBHIIA
aHOMaJIbHOTO MeTuiaupoBanus. HopmanpHoe wmetunupoBanue reHa SNRPN  wuckimrouaer aOcosoTHOE
OOJBITMHCTBO TIpUUMH cuHApoMa [Ipanepa—Buiau, oqHako B HaydHOH JUTEpAType OMUCAHBI CIyYdaW 3TOTO
CUHJpOMa C HOPMAJIbHBIM METUJIMPOBAHUEM NMPU HATUYHMH JIEICIIUN [IEHTPAa UMIIPUHTHUHTA WJIA TTATOTEHHBIX
BapHaHTOB B T€HAX XpPOMOCOMBI 15. YuuThiBas 3TOT (akT, a Takke HATUIUE JBOIOPOIHOU TETHU C TSKEIIBIM
HEBPOJIOTHYECKUM  HapylieHHeM, ObUIO TPHUHATO peHIeHHe O  BBIMNOJIHEHUW  IMOJTHOTEHOMHOTO
CEKBEHUPOBAHMS, KOTOPOE WMMEET BO3MOXKHOCTh BBISBIATH KaK MOHOTCHHBIC 3a00leBaHUsA, TaK U
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MHUKPOXPOMOCOMHbBIE U3MEHEHUSI.

IIpu BTOpOI rocniuTanu3anum B 3 roga u 7 Mecsiles.

Anamues sxcuznu u 3a601e8anus npexcuue; y npobanoa poounacs pooHas cecmpa, 5 mecsayes, namonocuu
8bl516/1€HO He OblLIO.

Qusukanvhnas oOuacHocmuka. Ilpu rocmuTanM3alMM  Ha MOMEHT OCMOTpa JIeBOYKa JIOCTyIHA
MPOAYKTUBHOMY KOHTAKTY, IIPH ATOM 3pUTENbHBIN KOHTAKT ObUT HEeycTOWYNBBIM. [[loHUMaHNe pedn OBITOBOE,
CHIDKEHHOe. 3arac 3HaHUW U MpeACTaBIeHU 0 ce0e 1 OKpYyKarollleM CHIKEH. B peun neBoyka HCIONb3yeT
HECKOJIbKO TMPOCTBIX CJOB («MaMay, «mama», «Ha», «Iai»), MpU4eM OSTH CJIoBa OHA HCIOJNb3YeT MpHU
oOpallleHuu KO BceM (OKEHIIHUHBI — «MaMay, MY>KUHHBI — «I1aray). 3ByKOMOAPaKaHUSI U CIIOBA 32 B3POCIBIMU
He TOBTOpseT. JleBouKa MpOosIBISIET HHTEPEC K MPEIOKEHHBIM UTPYIIKaM, BHITTOTHSIET MPOCThIe HHCTPYKIIUH,
HO JIOCTAaTOYHO BBIOOpOUHO. Brifensier 4 OCHOBHBIX 1IBETa, YMEET COOTHOCUTH IIPEIMETHI IO IBETY U (hopMme,
IIPH 3TOM reoMeTpuueckue Gurypsl He yaaetcs nuddepeHIpoBarh, a TakKe MyTaeT KaTeropuy BEIUYUHBL.
Otmeuaetcs aud@ys3Has MbIlIeUHAs] TUIIOTOHMS, MPH 3TOM JEBOYKA XOJUT CAMOCTOSTEIHHO C OMOpPOW Ha
MOJTHYIO CTOMY, HO MPEMSATCTBUS IepeliaruBaeT HEYBEPEHHO, MO JIECTHHIIE MOJHUMAETCS U CITyCKaeTcs C
MOJACPKKONH 3a PYKy HIIM MOpYy4YeHb. BBISBIEHO OTCYTCTBHE CHOCOOHOCTHM Mphirarh W Oerarb. HaBbiku
CaMOOOCITyKMBaHUSI U ONPATHOCTU B CTaJMM CTAHOBJICHMS (HE YMEET CaMOCTOSITENIbHO €CTh M OeBaThCs).
Coxpansiercs n30bITouHbIN Bec (mmHa Tena — 102 cm, macca Tema — 25 kr, SDS UMT — +4,92). 1o apyrum
OpraHaM M CUCTeMaM MaTOJIOTMH He ObLIO BBISBICHO.

Jlabopamopnvie uccnedosanus. Ilpu wuccnenoBaHuM OOIETO0 M OHMOXMMHUYECKOTO aHAJIM30B KPOBHU
(ompenenenne aktuBHOCTH KOK, ACT, AJIT, JIJII, olleHKa KOHIICHTpAIlMK MUOTIIOOWHA, JaKTaTa), oOIIero
aHaJIM3a MOYM U3MEHEHUH BBISABICHO HE OBLIO.

Ilpu npogedenuu uHCmMpyMeHmMAaIbHbIX UCCLEO08AHUL, 8 CPABHEHUU C pe3VIbmamamiu 60 8pems Nepsol
20CNUMAanu3ayuy, OMpuyamenrbHol OUHAMUKU 8bIA81eHO He OblLIo.

T'enemuueckue uccneoosanus. 1lpu mpoBeneHUN MOJTHOTEHOMHOTO CEKBEHHMpOBaHUs B 3 roma 4 mecsdia
OblTa BBISIBIIEHA TUCTAlbHAs AeNenusl y4acTka 152 reHoB KOPOTKOTO Iuieda XpOMOCOMBI | ¢ MPUMEPHBIMU
rpanunamMu 456421-2235422. Takum o6pazom, cormacio MKB-10, 6s11 ycTanoBineHn nuarao3 Q93.5 cunapom
neneuuu 1p36.

Jleuenune, KOTOpoe MPOBOAMIOCH B CTAIMOHAPE, BKIIOYANO MHIMBUIYaJbHYIO KHHE3HOTEpanuio, oOmuit
neuyeOHbI Maccax, MEXaHOTEPAIHIO C TIOMOIIBI0 UIMUTATOpa OTMIOPHON Harpy3ku «KopBuUTY», MeXaHOTEpaIUIO
Ha OEroBOM JOPOXKKE, KHHE3UOTEPANHIO B JIEUeOHOM HArpy304HOM KOCTIOME «AJenn», OMONTPOH KOMIAKT,
3aHATHUSA C JIOTONEeIOM-Ie()EKTOIOTOM.

IIporuos.

B nepcriektrBe miuaHupyeTcs MpoBeeHHe peOeHKY XPOMOCOMHOTO MUKPOMAaTPUYHOTO aHalln3a B Ka4yeCTBE
pedepeHCHOro MeTo/1a ONpeIesIeHNs] YACTUYHBIX JeNIelUi U UX TOYHBIX TPAHUI], a TAK)Ke KapUOTUIIMPOBAHUE
poauTenel s UCKITIOUEHUST HATUYUS Y HUX cOaTaHCUPOBAHHBIX TPAHCIOKAINI U WHCEPIIHIA.

VYuuTeiBas OTHOCUTEIHHO HEOOINBIIOE KOJIMYECTBO OMHCAHHUM cuUHApoMa aenenuu 1p36, oTauuus rpaHull
JeNIeUy U 3HAYUTEeIbHbIE KIMHUYECKUE OTIIMYMS Pa3INYHbIX MAllMeHTOB, HEBO3MOXKHO OMPEAETUTH TOUHBIN
MPOTHO3 Y KOHKpEeTHOro maruenta. Cnenuduueckast Tepanus A JaHHOW HO30JIOTUU OTCYTCTBYET, OJHAKO
HEOOXOJMMBIM SIBIISIETCS AMHAMUYECKOE HAONIOACHHE, CUMITOMATUYECKOE U PeabUIUTAIIIOHHOE JICYEeHHUE.
[Ipenmonaraercs, 4to y peOEHKA MOCTENEHHO BhIpadaThIBaeTCs alaiTUBHOE MOBEACHUE (HEaJeKBaTHOE N
HEKOHCTPYKTUBHOE TIOBEJACHHME 3aMEHseTCs Oojiee KOHCTPYKTHBHBIM), YIydIllaeTCsi COIMATbHOE
B3aMMOJICMCTBHE U pa3BUBAETCSd KpyMHas W MeJKas MOTOpPUKA, HO JIOCTHYb BO3PACTHON HOPMBI He
MPEJICTaBIsIeTCs] BO3MOXKHBIM. TpeOyercst HaOirofeHue HeBpojora s MOHUTOPHHIA JBUTATEIbHOTO,
pEUEBOTO M MHTEJUIEKTYaJIbHOTO pa3BUTHS, a TaKKe SHIOKPUHOIOTa JUIsi KOHTPOJISL Macchl Tela u
CBOEBPEMEHHOTO BBISIBJICHHSI BO3MOKHOM THIEPUHCYIMHEMUU C HapylIeHHEM MeTa0oju3Ma IIIOKO3bI, YTO
MOJXKET MPUBECTH K caxapHomy nuadety 2 tuma [10].

B abcomorHoM OombmuHCTBE cnydaeB nenenus 1p36 Bo3HukaeT de novo, TO €CTh CIOHTAHHO.
BepostHocTs MOBTOpEeHUS 3a001€BaHMSI B CEMbE HU3Kasl.
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Bpemennas mkasa

Hegpounor:
Hampagnenne Ha IepBasi rocnATATA3ANMA: Bropas rocnaTanm3anmus:
Heepoaor: TOCHHTAIN3AIHIO. KOMILIEKCHOE JIHHAMHYECKOe
Poxnenne: TUIIOTOHHS, 3azepiKKa pa3BUTIL, obcnemoBaHne, AHAJIH3 reHoMAa: obcnemoBane U
Ge3BoaHEI nepnox 12 1., TIepBHYHOE THIIOTOHHSL, OJKHPEHHE - HCKJTIOUeHHe CHHAPOMAa BBIABIICHHE peabuIHTaHOHHAs
3a/IepKKa pocTa o0cieoBanme CHHIpOMaNbHas NaToIOrusA? IIpanepa-Bumm nenenun 1p36 Tepanus
TlepnHaTanBHEN IEPHOT 7 MecAueB 2 roxa 2 roma, 3 Mecsma 3 roma, 4 Mecsna 3 roga, 7 MecA1eB

Puc 1. OnncriBaeMplit AIMEHT: XPOHOJIOTHS TUATHOCTHIECKOTO TIOMCKA

Obcyxnenue.

Cunnpom neneruu 1p36 (reTepo3uroTHasl 4acTUIHasi MOHOCOMUSI KOPOTKOTO Tuieda xpoMocomsel 1; OMIM
607872) — 310 omuH U3 Hanboee pacmpoCTpaHEHHBIX CHHAPOMOB Aenenun (Bctpedaercs y 1/5000-1/10 000
HOBOPOXAEHHBIX),  XapaKTepU3YIOUIMICS  IIUPOKUM  KJIMHUYECKUM  IOJUMOP(U3MOM:  JIHMIIEBBIMU
OCOOEHHOCTSIMHU, HApYLIIEHUEM HHTEJUIEKTYaJIbHOIO Pa3BUTHSI, TMIOTOHHEH, MOBBIIIEHUEM HHIEKCAa MAacChl
Tena, SNWIENICUeH, BpPOXKIEHHBIMA aHOMAJIMSIMU Cep/lla, aHOMAJIUSMU TOJIOBHOTO MO3ra, Tyroyxocteio [11].
He Bce manueHThl UMEIOT BCE BBILLIENEPEYNCIEHHBIE CUMIITOMBI, IIPOBOISTCS UCCIIEIOBaHMS 110 KOPPEILUU
MEX/1y pa3MepoM JIeJeUH U KOJIMYECTBOM HaO0AaeMbIX KIMHUYECKUX IMPU3HAKOB, HO OHU JI0 CHX IOp HE
MOTYT 00BSICHUTH Bce paznuuus [12, 13]. Jlo HenaBHEro BpeMEeHH XPOMOCOMHBIN MUKPOMATPUYHBIN aHaIU3
Obul Hambosee MOAXONAIIMM METOJOM TI€HETHYECKOM JMarHOCTUKHM, OJHAKO B HACTOsIIEEe BpeMs
BBICOKOIIPOM3BOJIUTEIbHOE CEKBEHUPOBAHUME C AaHAJIW30M BAPUAHTOB YMCIA KOMHMM TakKe MOXKET
MIPUMEHSATHCS 1S BBIsIBIICHUs fenenuu 1p36 [14].

deHoTHN MaIMEeHTOoB ¢ aenenuid 1p36 MoxkeT MUMUKPUPOBATh 1o GpeHotun cuaapoma Ilpanepa—Bummm. Y
MaueHToB ¢ aeneuued 1p36 B psjge ciiydaeB onuchiBaeTcsl (PeHOTHIN, CXOAHBIA ¢ cuHapoMoM [Ipanepa—
Bumnu, Bximovaromuii runepdarvio, OXHpEHHE M HapylleHus NuIeBoro mnoseneHus. Haubonee wyacto
OTMEYAIOTCsI TAKHE MPOSBIEHUS, KaK KOMITYJIbCUBHOE MUIIEBOE IMOBEACHUE, a TAKKE HapyLICHHUs] MEXaHU3MOB
HaceleHus. Hanuure naHHbIX 0COOEHHOCTEH MOATBEPK/IAaeTCs KaK OMUCAHUSMHU OTAEIbHBIX KIMHHYECKHX
CIIy4aeB, TaK U pe3yJIbTaTaMH CPAaBHUTEJBbHBIX IPYNIOBBIX UcciieaoBanuil [15]. ComtacHO MHOTOLIEHTPOBOMY
KOHCEHCYCHOMY I10/IXO/1y, BEpHOM TAKTHUKOU SIBIIIETCS MCKIIOYEHUE OTHOCUTENILHO OBICTPHIMHU U JIEHIEBBIMU
TeHEeTHYEeCKUMH MeTosiaMu cuHapoma [Ipanepa—Buim B mepByto ouepenp y eTel ¢ TUIOTOHUEH (HapsLy ¢
MMEIOLIEH TapreTHYI0 TePanuio CIMHAIBHYIO MBILLIEUHYI0 aTpoQuio) U oxkupeHuem [16].

[To nmaHHBIM 3apyOCKHBIX HAyYHBIX NYyONHMKAIM{, y TAIMEHTOB C THUIOTOHWEH, 3aJCP>KKON pa3BUTHS,
OXXUPEHHUEM W/WIN rumnepdarvei, a Takxke MOBEICHYECKUMU NpoOIeMaMH, Y KOTOPBIX HE ObLIO BBISIBICHO
cuapoma Ilpanepa—Bumim, sBnsercs nenecooOpa3sHbIM HCKIIOYEHHE MUKPOXPOMOCOMHBIX AHOMAaJIUH, C
0COOBIM BHUMaHHUEM K PETMOHY KOPOTKOTO Iuieya 1-oi xpomocomsl [9, 17, 18, 19].
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@ﬂpOM aenenun 1p36

Cunpom Ilpagepa-Bunim

OTrin4nTeJbHbIE YePTHI OGugue uepTel OTrinunTeJbHbIE YePTHI

» Mukpo-6paxuredanus, Jonuxonedanus, «
BBIITYKJIBIH 100, IlepunaraibHast 3aJiepKka pocra MaJeHbKUH poT,
THIIOIUIa3Ks JIHIIA, Tumororust TOHKasl BEPXHSISI Ty0a
npsIMble OPOBH, SIIHUKAHT, IpoGnemst ¢ kopmierreM (10 1 rona) MareHbkue KHCTH o
HH3KO PaCIOJI0KEHHBIE YIIIN Oxupenne nocne 1 roga, nomidarus PYK, CTyIIHU

» Kopotkuii msThIil najen pyku 3ajiepKa JBUTATCIBHOTO U CBeTiible KOKa M BOJIOCHI ®

» Kopotkue HOrH ISR [Pl I'uroroHa0TpONHbIH *

* HeiipoceHcopHas TYrOyXoCcTh Hapynrerust moBeneus THIIOTOHAI3M

* 3asqubs ry0a, BOIUBS ACTh Kocorasue (TuIoria3us neHuca / KIIuropa

» AHOMaJIMU pa3BHUTHS CepIa, Bmsopykocts Jledumur ropmoHa pocra, *
p&Gep, TOITOBHOTO MO3Tra lunepmerporms THIICPHHCYITHHEMUSI
(areHe3us1 MO30JIMCTOTO Tea, Cxommos

Bpaxunakrununs

HOIMMUKPOTHPHS)
* 'umotupeos Kimmaonakrumust
ITpuctymsr

Puc. 2. Knuandeckoe CX0ACTBO U OTIWYHE CHHApoMa aenernu 1p36 u cunaapoma [lpanepa—Brmmm (madopmaris
aJanTHpOBaHa M BU3yaln3upoBaHa ¢ caiitra OMIM)

3akJir0ueHue.
Jlroboe maTtonormyeckoe YBEIMUYEHHWE MacChl Tema y pebeHka TpeOyeT MNpoBeACHUE TIIATEIHLHOTO
oOcienoBaHusi M HAOMIONEHUS [UIsI CBOEBPEMEHHOTO BBISIBICHUS MPUYMUH, KOTOpbIE MOTYT OBITh
reHetnyeckuMu. JlupdepeHunanbHas AMATHOCTHKA CHHAPOMAJbHBIX (OpPM OXUPEHUS MPEACTaBIsSET
TPYAHYIO 3371a4y B BHJY CXOKECTH Pa3IMYHbBIX MATOJIOTUi. B naHHOM cTaThe mpeacTaBieHa HEOOXOAUMOCTh
COXpPaHEHMUS HACTOPOKEHHOCTHM Ha Hajauyue Aenenuu Ip36 y MNaiueHTOB C TUIOTOHHUEH, 3aepiKKOM
pa3BUTHS, OKUPEHUEM W/Wu Tunepdarueid, naxe npu nomo3peHuu Ha cuapoMm [Ipanepa—Bumn. JlanHbii
ClIy4ail TOTIONHSIET UMEIOIIUecs JTUTepaTypHble JaHHbIE O CIOXKHOCTH IuddepeHnanibHOl AMarHOCTUKU U
JTUKTYeT HEOOXOAUMOCTh MCIOIb30BAHUS MOJIEKYJIIPHO-T€HETUYECKUX METOJOB JIJIsl YCTAHOBIIEHUSI BEPHOTO
nuarHosa. TpeOyercs panpHeiliee H3ydeHHE pa3IUYHBIX (OpM OXHUpEeHUS y JeTeld, B TOM 4HCIe
reHeTH4YecKr 00yCIOBIEHHBIX, ISl CO3JaHMs ONTUMAIBHOTO aJITOPUTMA AUATHOCTHUKHU.
Hnugpopmupoeannoe coenacue.
OT 3aKOHHBIX NpPEACTaBUTENICH MNAIMEHTOB MOJIYYEHO MUChMEHHOE WH(OPMUPOBAHHOE J0OPOBOJIBHOE
corliacue Ha IMyOJUKaIUIO pe3y/IbTaToOB 00CeI0BaHus U JedeHus (nata noanucanus — 02.12.2024).
Ceéedenusn o punancuposanuu ucciedo06anus u 0 KOHGIUKme unmepecos.
HccnenoBanue He nMenno (PMHAHCOBOM TOICPIKKH.
ABTOpBI 3asIBIISIOT 00 OTCYTCTBUU KOH(IMKTa UHTEPECOB.
Ceedenusn o éxnade Kar)xcoozo agmopa é paoomy.
1. YUepneBckas H.A. — BbIpaOoTKa KOHIIETIMH, padoTa C JaHHBIMA W WX aHAIU3, 0030p JHUTEpPaTypHl,
HarycaHue YepPHOBUKA PYKOIIMCH, PEAAKIIMOHHAs MOAroToBKa pykonucu (20%).

2. Enpmmmaa  O.JI. — BeaeHue mamueHTa, paboTa ¢ JaHHBIMH (pe3ylbTarhl J1a0OpaTOPHOTO |
MHCTPYMEHTAJILHOTO 00CIeIOBaHUs) U UX aHAIU3, HanKrcaHue YepHoBuka pykomnucu (30%).

3. ®enynoBa D.H. — moAroroBka marepuaioB CTaTbu U METOJUYECKOE COMPOBOXKICHUE, METOIUYECKAs U
SKCIIEpTHAs TTOMOIIb B Xo7e uccienoBanus (20%).

4. Yepueckuit J[.K. — aHanu3 pe3ynbraroB TIE€HETHMYECKOTO MCCIEAOBaHUs, HAMMCAHUE YEpPHOBHKA
pyxonucu, 0630p nuteparypsl (20%).
5. lymanos JI.b. — pabGoTta ¢ MeEAWIIMHCKOM JOKyMEHTaIlued, cOOp JaHHBIX KaTaMHE3a, ydJacTHe B

MOAroToBKe MarepuasioB ctatbu (10%).
Hugpopmayus o coomeemcmeuu cmamou HAyuHOU OUCYURIUHE:
3.1.21. — [lennarpust
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