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Annomauyus. B Hacrosimell paboTe IpeJiCTaBJIeHBI pe3y/IbTaThl KIHHAYECKOTo HAOMOeHusT peObeHKa B BO3-
pacrte 2 JeT JKH3HH, CTPAJAIONIETO PEJKHM IeHeTHUYecKHM 3abosieBanHeM — cHHApoMoM CrubBepa — Paccesa (CCP).
ABTOPBI IPHBOJAT onrcaHue (hbeHOTHIHIECKAX 0COOEHHOCTEH, BHIIBJIEHHOI MATOJIOTHH OPTraHOB H CHCTEM, PE3YJIBTATOB
KIHHAYECKOTO U JIabOPaTOpPHO-HHCTPYMEHTAIBHOTO 00caefloBaHAd HabIofaeMoro nanpeaTa. OOCY:KIAIoTea pacipo-
CTpaHEeHHOCTh CHHAPOMA, OT/AeJIbHEIe TeHeTHUeCKne H KJIHHAYeCKHe acueKThl OosesHH. CCP — peskoe TeHeTHYeCKOoe
PpaccTpoiicTBO, XapakTepHayIoIieecs BPOKICHHBIM KapJIUKOBBIM POCTOM U JIDYTHMH HAC/A€JCTBCHHLIMU aHOMAJIUAMU B
pesyJibTaTe HAPYNIEHAH SMOPHOHAIBHOTO PA3BHTHS IUTO/A.

Resume. In this work results of a clinical observation of a child at the age of 2 years, suffering from a rare genetic
disease — Silver — Russell syndrome (SRS) are presented. The authors describe phenotypic distinctions, the revealed pa-
thology of organs and systems, the results of clinical, laboratory and instrumental examination of a patient being moni-
tored. The authors discuss the prevalence of the syndrome, the individual genetic and clinical aspects of the disease.
SRS — a rare genetic disorder characterized by congenital dwarfish stature and other congenital anomalies as a result of
violations of the embryogenesis of the fetus.

HacaencTBeHHbIE CHHIPOMBI, COMMPOROKIAIOMIMECA HU3KOPOCIOCTHIO, TIPEAICTARIAIOT cOOOH 0BImmp-
HYIO TpyIny 3a60s1eBaHui, 00YCIOBIEHHBIX TeHHBIMU WM XPOMOCOMHBIMHM MYTAIllUAMHU. JIJ1g HUX XapaKTe-
PeH MIMPOKUH CHEKTP KIMHUYECKUX ITPOABIEHUH, OOHUM W3 KOTOPBIX ABJAeTCA 3amep:kka pocra (3P). B
matoreHe3e 3P mpy HACIEACTBEHHBIX CHHAPOMAX 3a/eUCTBOBAHBI MEXAHU3MbI, KOTOPbIE OOYCIOBIUBAIOT
dopmupoBaHE HU3KOPOCIOCTH MPU XOPOIIO M3YUYEHHbIX 3HAOKPUHHBIX hopmax [Phillips, 2004]. Ogaum
U3 TAKUX CUHAPOMOB ¢ 3P apnserca cuuapom CuipBepa — Paccesna (CCP), Hanbosiee TUMTUYHBIMY ITPU3HA -
KaMH KOTOPOTO ABJIAIOTCA HapylieHue (PU3nueckoro pas3surtus u aedertsl hopmupoBanus ckesera [ Bliek et
al., 2006]. BniepBbie 3a00I€BaHKE OMUCAHO B CEPEAUHE MPOLLIOrO BEKA OPUTAHCKUMU YUYEHBIMHU B 1953 T.
H. Silver, B 1954 r. — A. Russell. B GospIiHeTBE CIy4aeB 3T0 3a60J€BaHHE BhI3BAHO M€HETHYECKUMMU ITPH-
ypHaMU. [1010BasA TPUHAIIEKHOCTh HA Pa3BuTHe 60Je3HU He BiuseT. Hapyiienvs hopMupoBaHusa sMOpu-
OHAa BO3HMKAIOT Ha 6—7 HemeaAax OepeMeHHOCTH. Yalle BCero cTpagaroT XPoOMOcoMbI 7 (10% ciydaes), 11, 15,
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17, 18 [McCann et al., 2001; Monk et al.,, 2002]. IMeHHO 3TN XPOMOCOMbI 1N OTBEYarT 3a POCT 4YesioBeka.
B 60/1bLUMHCTBE C/lyyaeB 3TO NPOMCXOAMUT M3-3a TOr0, YTO pebeHOK HacneyeT ABe KONUU XPOMOCOMbI OT Ma-
Tepu. [aHHbIA 3pPEKT HOCUT Ha3BaHWE O4HOPOAUTENLCKOA MATEPUMHCKOW AUCOMUU. YXKe NMPU POXKAEHUN
pebeHKa ¢ NposABAEHNAMN AAHHOIO CUHAPOMA 3aMeTHbI MPU3HAaKN 3a4ep>XXKN BHYTPUYTPOOHOIo pa3BuTUSA:
HEeCOOTBETCTBUE MEXAY A/IMHON Tesia HOBOPOXAEHHOr0 U CPOKOM 6epeMeHHOCTU. CaMa 6epeMeHHOCTb 4acTo
NPOTeKaeT C Yrpo30i NpepbiBaHUS Ha paHHUX cpokax. Mpn poxgeHnn pebeHok ¢ CCP nmeeT 0BOJILHO Ma-
NeHbKYIK Maccy Tena, A/1MHa Tesia Npu 3TomM 0Koso 45 cm. C BO3pacToMm 3Ta rnpobsiema He peLlaeTcs u oTcTa-
BaHMe B pocTe HabnogaeTca 1y B3pocsbix aogeii. Mpu gaHHOM 3a6oneBaHUM HabnwgaeTca AemMunT rop-
MOHa pocTa [KopoBkuHa u gp., 2008; Baxapnosckuii, 2009].

BHeLLHMe NPosBEHMSA JaHHOTO CMHAPOMA BblpaXkaloTcs B acCCMMeTpPUK Tena, yBeIM4YeHUmM MO3roBoi
YyacTu Yeperna Mo cpaBHEHUIO C INLLEBON ee YacTblo, MpUYeM yBeNMYeHVE ABHO HENPOMNOPLUMOHaSIbHO. Y HO-
BOpOXAeHHOro ¢ CCP oTMeyatloT XxapakTepHyto (DOpMY rofioBbl: MasieHbKOe TPeyrosibHOe JINLLO, Cy>XKMBatoLLe-
ecsl KHU3Y C APKO BbIPaXXEHHbIMW NTIO6HBIMUY 6yrpamun 1 yBesiMn4eHMEM pa3MepoB MO3roBoro yepena. Pasme-
pbl HV>KHEA YesIloCTU M pTa 3HAUYUTE/IbHO YMeHbLUeHbl. ['yObl y3KWe, a Yronku cfnerka onyuieHbl (3ddekT
«pOT Kapna»). Heb6o BbICOKOE, B HEKOTOPbIX C/Ty4YasiXx MOXET ObITb C pacLe/IMHONM. YN B 60MbLUINHCTBE CNYy-
YyaeB oTTONbIpPeHbl [HoBMKOB, 2009; KopoBknHa u gp., 2011].

MoMMMO BHELLUHMX PacCTPOMCTB YacTo HabnoaalnTca N U3MEHEHNS CO CTOPOHbI BHYTPEHHUX opra-
HOB M HeJopa3BUTME HapyXXHbIX N0M0BbIX opraHoB [Ng et al., 2003; J.K.H. Wales et al. 2003]. Hanbonee
4acTo BbIABNAMNUCL AethopMaLMm CTOM U CKOMO3 NO3BOHOYHUKA. CO CTOPOHbI CEPAEYHO-COCYAMNCTON CUcTe-
Mbl B 60% cnyyaeB BbISIB/IEHblI HapyLLUeHUS pUTMa 1M HapyLleHne NPOBOAUMOCTM MO MUOKapAy XenyL04KOB.
JocTaToyHO 4acTo OMNMCbIBAEMbIA CUHAPOM COMPOBOXKAAETCHA Pas3/IMYHbIMU OTK/IOHEHUSAMU CO CTOPOHbI
nuuwesoga M rnoyek. OYeHb 4acTo AeTU, KOTOPbIM CcTaBUTCA AnarHo3 CCP, MMelT NOHUXKEHHbIN YPOBEHb
rI0KO3bl B KPOBU. IHTENNEKT Yy 60/1bHbIX C JaHHbIM CUHAPOMOM Yalle NOSHOCTbH COXPaHEeH.

Kak 1 601bLLUNHCTBO HacneACTBEHHbIX 3a601eBaHN, AaHHbLIA CUHAPOM He MMeeT creLngrnyeckKoro
neyeHus. Bce Mepbl, NPUMEHsAEMble AN flIeYeHNA NPU AaHHOM 3ab0/1ieBaHWU, Hanpas/ieHbl Ha yny4lleHue
KayecTBa >XU3HU U HOpMasM3auuil BHelHero sBuga pebeHka. B cnydvae BbIpaXeHHOro 3amMennieHUs pocta
JeTsiM Ha3Ha4yaeTcsa ropMoH pocta [AHapeesa u gp., 2007].

B kauecTBe npuvmMepa NMpPUBOAUM Halle HabnwAeHUe KIANHWYECKOro TeYeHWs JaHHOro cuHapoma
y pebeHka J1. 2 neT. bonbHaa gesoyka 2013 roga poXkaeHMsA NocTynuaa B NCMXOHEBPOSIOrMYecKoe oTaene-
HWe Ans geTel paHHero Bo3pacta Ne 4 MBY3 «lopofckas fetckas 6onbHuua» (FAB) r. Benropoga
06.10.2015 r. Ha o4epefHY MIAHOBYIO rocnuTanmMilaumio, rge Haxogunacb Ha siedeHmn no 14.10.2015 r.
C AMarHo3oM pe3ngyanbHo-opraHuyeckoe nopaxeHue LIHC Ha dgoHe CCP. CUHAPOM ABuratesibHbIX Hapy-
WeHnn. MbllleyHas rMNoToHMS. 3ajep>KKa ncmxopeyeBoro passutus. OP3.

Mpwn noctynneHnn matb pebeHKa NpeabsaBaAna Xanobbl Ha HeLOCTaTOYHYIO NPU6GaBKY B Macce Tena
pebeHkKa, oTCTaBaHMe B pOCTe, 3a4eP>XKKY peyn 1 oTcTaBaHMe MOTOPHOI0 pa3BUTUS.

3 aHaMHe3a >XN3HU U3BECTHO, 4YTo pebeHokK oT Il 6epemeHHOCTU, |11 onepaTMBHbLIX POAOB NyTeEM
KecapeBa ceyeHUs Ha 30 Hefene 6epemeHHOCTU. OT ABYX NpeablayLnx 6epeMeHHOCTeN PoaUINCE 340POBbIE
aeTun. OHM pacTyT 1 pa3BMBalOTCA COOTBETCTBEHHO UX BO3PAacCTy.

BepeMeHHOCTb HacToAWMM pebeHKOM npoTekana Ha JoHe XPOHUYeCcKol heTonnaLeHTapHOW Hedo-
cTato4HocTu (X®ITH), BbICOKOW CTENEHU MUOMUUN N XPOHUYUECKOM BHYTPUYTPOOGHOM runokcum nnoga. Mo
pe3ynbTataMm Y3W nnoga B 25 Hefenb 6epeMeHHOCTY NaTonorus He 6bina BbisiBsieHa. Pofbl ocyLLecTBUINCH
nyTemM KecapeBa ceyeHUs Ha cpoke 29-30 Hedenb. OnuTenbHbIA 6e3BOAHBLIN Nepuof: 42 yaca 23 MUHYThI.
Bec pebeHka npu poxkaeHun - 760 r, pocT - 33 cM. OueHka no wkane Anrap 3- 4-5 6annos. 3akpuyana no-
cne NpoBeAeHNs peaHUMaLMOHHbIX MeponpusaTUiA. CocTosiHME pebeHKa NPy poXKAeHUN 6bI10 KpaiHe TaXe-
NbIM B BUAY CTEMEHU TSXECTU AbIXaTenbHOl HepgocTaTouHocTU (AH) Ha oHe pecnupaTopHOro gucrpecc-
CUHApPOMa HOBOpPOXaAeHHbIX (PACH), 3aaep>XKn BHYyTpUyTPo6GHOTo pa3smutusa nnoga (3BYP) un Taxenoii cte-
NeHu HeJOHOWEHHOCTW. epBble 4 AHA XXU3HU AeBOYKa Haxoawsnacb B OTAENEeHUN peaHUMaLnum N UHTEH-
cuBHoi Tepanun (OPUT) Ha BbIXaXXMBaHUWN U NIEYEHNU C AMArHO30M: BHYTPUYTPO6Has uHdekuus (BYWN):
BPOXXAEHHAasA NMHEBMOHUA. MNepnHaTanbHOe NopaKeHue LeHTpasibHOM HepBHOM cucTeMbl (LLHC) coyeTaHHO-
ro reHesa, oCTpbIA Nepuoj, cMHAPOM yrHeTeHnsa LIHC. M'vnepTeH3uWOHHO-rngpouedansHbii cuHapom. He-
AOHoweHHocTb 30 Hefenb. 3BYP 2-3 cTeneHW Mo rmnoniacTUyeckomy Tuny. MHOXEeCTBEHHbIE CTUTMbI
AnsambpunoreHesa (CA9).

C 5 AHA XXn3HW pebeHOK OblN nepeBefeH B OTAe/IeHWE NaTtonornm HoBopoxxaeHHbIX (OMH) getei
nepuHaTasibHOro UeHTpa 06nacTHoOl knMHmMYeckoi 6onbHULbI (OKB) 1. benropoga, rae naunMeHTKa Haxoam-
nacb B TedeHue 3 MecsLEB Ha BbIXaXXMBaHUN N NIeYEHUUN C AMArHO30M: BHYTPUYTPOOHasA MHGeKunsa (BPOX-
JeHHas MHEeBMOHWUSA, KOHBIOHKTUBUT, pUHUT). PACH Tsxenoi cteneHn, AH 3 c1. CoyeTaHHOe nopaxeHue
LHC. LlepebpanbHas genpeccusl, rMnepTeH3NOHHbIA cnHapom. 3BYP 3 cTeneHnM No runonsacTUyeckomy
Tuny. HegoHoweHHoCTb 30 Hefenb. AHEMUA HeLOHOLWEHHbIX 1 cTeneHU. MHoOXecTBeHHble CA3. XoHApo-
aucnnasna? BpoxaeHHan KaTapakta. PeTMHoONatus HefOHOLWEHHbIX 1 cTeneHW. Manble aHOMannu pasBu-
Tnsa cepgua (MAPC): oTKpbITOoe oBasibHOe OKHO (O0O0). MHdeKuna MoyeBbIBOAAWMX NyTelh. B oTaeneHnmn
nosyyunaa KOMMJeKcHoe fieyeHne: Kypocypd, Kypcbl aHTU6aKTepMaabHOro fie4eHns, MMMYHOTpPOMNHas Tepa-
nnsa (NeHTarno06mH, BUPEpPoH), (hepMeHTbl U 3y6MOTUKK, CBEXXE3aMOPOXKEHHAs O4HOrpynnHasa nnasma, nNpo-
TUBOrpu6bKoBble Npenapatbl (AudntokaH, HUCTATUH). Bbin onpegeneH Kapuotmn oT 16.12.13: 46 XX (Hop-
MasibHbI YXeHCKUIN). MNMepeBedeHa U3 0TAeNeHUS ¢ Maccol Tena 2110 r. B NCUXOHEBPOIOrnyeckoe oTaesieHne
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4NA HOBOPOXAeHHbIX feTeld Ne 3 A, rae 60nbHaa Haxoamaachk Ha ganbHelwem edyeHnn 1 obenefoBaHnn
C AMarHo3oM: nepuHaTtanbHoe nopaxeHue LLHC rMnokKcMYecKn-mnwLeMmMYECKOro reHesa, paHHUn BOCCTaHO-
BUTENbHbIM Nepuod. CUHAPOM BereToBUCLEPasibHbIX AUCHYHKUMIA. CRacTUYecKUii HDKHWUI MNaparnapes.
Axopgponnasus, runonnactuyeckas gopma? MHOXeCTBEHHble BPOXAeHHble NOpoku pa3sutma (MBIIP):
HeJopa3BUTUE HapY>XHOro yxa, MUKpoMTanbM, BpOXKAeHHas KaTtapakTta? PeTMHonatus HeoHOLUEeHHbIX
1 cTteneHn. HehponaTns rmnoKcMYeckoro reHesa. HegoHoweHHoOCTh 29-30 Hefenb.

B oTgeneHun 6blna nposefeHa WHMY3NMOHHasA, MeTabonmuyeckas, aHTMbakTepmasibHas, UMMYHO-
TpOMHasa 1 cMMATOMaTUYecKas Tepanus; gusnotepanns 1 o6LWKniA Maccax. Bbina BbinucaHa nU3 OTAENEeHUS
Ne 3 1B co 3Ha4YUTENbHbIM Yyy4YLlEHMEM CO CTOPOHbI HEBPOJIOFMYECKOro cTaTyca 1 maccoi Tena 2400 r. no
MeCTY >XXUTenbCcTBa nog HabnweHMe yyacTKOBOro neguarpa, AeTCKOro HeBposiora U OKy/smucTa ¢ COOTBeT-
CTBYIOLLMMN peKOMeHaaumaMn. Focne BbIMUCKU U3 OTAeNeHNA ¢ MapTa rno maii 2014 r. pebeHOK npnbasun
B Macce Tena nuuwb 450 r. Bblna KOHCyNbTUpoBaHa BpadoM-negmatpom OIbY3 «/[leTckas obnactHas Knu-
Huyeckas 6onbHUUa» (JOKB) 1 HanpaBneHa Ha rocnuTaiM3aumio B neguvaTtpuyeckoe oTtaeneHme Ne 2
60MbHULbI, FAe 1 Haxogunacb Ha obcnegoBaHuM U nedeHmn ¢ 09.06.2014 r. no 12.06.2014 r. ¢ gMuarHo3om:
6e/1IKOBO-3HepreTMyeckass HeJoCTaTOUHOCTb. MNMepunHaTanbHoe nopaxeHne LIHC cmelwwlaHHOro reHesa y Hefo-
HOLLEHHbIX geTeli. BHYTpeHHASA rugpouedanmsa. ATOHUYECKU-aCTEHNYECKNIA CUHAPOM. 3a[ep>KKa MOTOPHO-
ro passutusa. CCP. MAPC: OOO 1-2 mMM. PeTMHONAaTUA HeAOHOLLEHHbIX 1 cTeneHu, ctagnsa pybuesaHus. Ya-
CTUYHasA aTpodna 3pmuTesIbHbIX HEPBOB 060MX rNas? B cBA3M ¢ 0TKA30M poauTenein oT edeHns pebeHoK 6bin
BbIMKUCaH NoA PacrnuncKy ¢ peKoMeHAaUunsaMn No MecTy XXUTe/bCTBA.

13 nepeHeceHHbIX 3a60/1eBaHUi M3BECTHO, YTO MauMeHTKa nepeHecsia HeCKobKo pa3 OP3, no no-
BOZY KOTOpPbIX NonyYyana ambynaTtopHoe neyeHue. PebeHOK He npmBUT. IocnegHnin pa3 pebeHOK Haxoauscs
Ha rocnuTanusaunum B NCUXOHEBPONOrMYECKOM OTAeNeHUN ANS AeTel paHHero Bo3pacta Ne 4 b B none
2014 r. B Bo3pacTe 8 mecsaueB. OH NOCTyNuA ¢ »xanobaMmu Ha HU3KYI NpubaBKy B Macce Tena, oTcTaBaHue
HEPBHO-MCUXNYECKOro pa3BuTnsa. Macca Tena npu noctynneHun 6eina 2900 r, pe6eHOK He yaep>KnBas ro-
NOBY, He cupern, He NoBOpayYMBasiCsa B KpoBaTKe, He nonsasn. B oTaeneHnn pebeHOK Mnosyuunsa KOMIMIEKCHYHO
HelipomeTabonmueckylo Tepanuio (BHYTPUMbILLIEYHO pacTBOpP KOPTEKCUHA, 4% pacTBOpP aKTOBEruHa;
BHYTpb - 10% cupon naHTorama, 30% pacTBOp afnbkapa, (hoNIMeBYI0 KUCAOTY). A TakxKe Oblna NnposBedeHa na-
3epoTepanusa N Kypc obLLero rapMoHM3MpYyoLLLero Mmaccaxa. Pe6eHoK 6b11 BbINMUCAH C YyyLlLleHUeM Mo MecTy
XXUTENbCTBA Moj HablAeHMe yHacTKOBOI0O neamaTpa 1 HeBposiora ¢ Maccoi Tena 3020 r.

3a Bce BpeMsi HabnoaeHUs 3a pebeHKOM Ha (hoHe MPOBEAEHHON Tepanuu, BKKYaloLel npenapa-
Thbl, ylydllalouime aHepreTuyeckme MeTabosiMyeckme rnpoLeccsl B Mo3re N MO3roBoe KposoobpalleHue (ak-
TOBErvH, naHToram, KOPTEKCUH, 3nbkap), Kypcbl n3nonedeHus (napaduH, naseporepanns) M maccaxa, y
[EeBOUKN OTMEYaeTCs MOIOXKNTeNbHAaA AMHaAMWKa B ABUraTeslbHOM cdepe MCUXOMOTOPHOro pa3sutus. OHa
Hayana yBepeHHO Jep>kaTb rofI0BY, CUAeTb, CTana XoAuTb C NOAAEPXKKOM. OTMevaeTca NONOXKUTENbHAS AN-
HaMMKa 1 B NCUX03MOLMOHANLHOM cchepe.

Mpu nocTynseHMn B oTAefieHNe 06LLee COCTOAHUE pebeHKa 6bII0 CpeAHen CTeneHu TsXKecTu, oby-
C/OB/IEHHOE B OCHOBHOM HEBPOJ/IOTMYECKOA CMMMTOMATUKOM. KOXXHble MOKpOBbI 6neAHble, YncTble. Mog-
KO>XHO->XMPOBOW CMOW pa3BUT HefOCTaTOYHO. TYprop KOXW U MbILUEYHbIA TOHYC 3HAUUTENbHO CHUDKEHBI.
dunsnyeckoe pa3BuTre 04eHb HN3KOeE. Bec - 4.3 Kr, pocT - 58 cm (puc.).

Puc. CuHgpom CunbBepa - Paccenay pebeHka J1. 2 net
Fig. Silver-Russell syndrome at the child of 2 years

Mpwn ocmoTpe onpeaenatoTcs XxapakTepHble CAJ: Kap/IMKOBOCTb, aCUMMMETPUS PYK, KNMHOAAKTUNS
MMU3MHLEB, TMMNONAa3Usa AUCTaNbHOM hanaHrm MU3NHLEB. TPEYrofibHbli KOHTYP NnLa C BbICOKUM /160M U
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MeNKUMW YepTaMu, POT MasleHbKUM, Ty6bl Y3KMe C OMYLLEHHbIMWU Yyr/1aMn, MUKPOTHATUS HUXHENR YesocTn
(cm. puc. 1). OTmeyvaroTcs «rosybble CKaepbl», HeJ0Pa3BUTME HAPYXXHOTO yxa crpaBa. ApKO BbIPaXKeHHbIE
No6HbIe BYrpbl Yepena, MO3roBast 4YacTb Yeperna HernponopLUOHaibHO Be/INKA MO OTHOLUEHUIO K NINLEBOIA,
uTO co3jaeT BMeyaT/ieHne «ncesgorugpouedanum». CAS Ha HUXKHUX KOHEUHOCTSIX: HacnavuBaHue 1 nanbua
npasoii cTonbl Ha 2, AechopmMaLmm cton (NA0CKO-BasibrycHble CTOMbI).

pyaHasa KneTka BOPOHKoo6pa3Has. YacTtoTa gbixaHusa (U4) - 24 B 1 MuHyTy. MNepKyTOpPHO - 3BYK
NleroyHbIi ¢ 06enx cTopoH. Mpu ayckynbTauum - AblXaHWe B IerKUX Ny3pusbHOe, XpUNoB HeT. ObnacTb
cepLa npu ocMoTpe He n3MeHeHa. 'paHMLbl OTHOCUTENbHOM TYNOCTY cepALa nNpu nepkyccmmn B Hopme. Mpn
aycKy/bTaluum TOHbI cepalua NpurayLweHsl, pPUTMUYHBbIE. YacToTa cepaeyHblx cokpaweHuii (UCC) - 118 ypa-
poB B 1 MUHYTY. )KNBOT MArKUin, 6e3601e3HEHHbIN Npu Nanbnaynun. MNMeyeHb BbICTyNaeT U3-nog Kpas pebep-
HO ayru Ha 1.0 cMm. Cene3eHka He yBesnnyeHa. Mouyku He nanbnupytoTcsa. CTyn M MoveucnyckaHme - 6e3
NaTosIorMYecKmMx 0COGEHHOCTENA.

HeBponornyecknii ctatyc: pebeHOK akTUBeH, cO3HaHme sicHoe. Cyaopor HeT. O6LLEeMO3roBbIX, Me-
HUHreasIbHbIX CUMNTOMOB HeT. Uepen BbITAHYTOM OpMbl. [N1a3Hble LWean CUMMMeTPUYHbI, ABVXEHUS FNas-
HbIX 16/10K BBEPX, BHU3 B MOMHOM 06beme. 3payku OKpyroi gopmbl, S=D. KoHBepreHUns HopMasibHas,
HucTarma HeT. Peakuus Ha cBeT XumBas. 3a npegMeToM npocnexuBaeT. TOUKM Bbixofa TPOAHMYHOIO HepBa
6e360n1e3HeHHbI. KOpHeasibHbI U KOHBIOHKTUBASIbHbIN pedieKCbl COXpaHeHbl. JINLO cuMMeTpuYdHoe. Cryx
He HapylleH. Mpu rnoTaHMKM He NonepxmBaeTcs. [NOTOYHbIV U HEGHbIN pedieKCbl 0XKMB/EHbI. H3bIK B NO-
NOCTW pTa no cpegHen NMHUN. dacumnkynaunuin u GuépuNIaUnin Her.

B aBuratenbHoM cdepe: xo4uT € NOAAEPXKKON. 3a nocnefHee BpeMs MblTaeTcad XO4AUTb CaMOCTOS-
TeNbHO, HO O0YeHb HeyBepeHHO. MbileyHass TUMOTOHUA B HMKHUX KOHEYHOCTAX. CyXOXUbHO-
nepuocTanbHble pedieKcbl ¢ KOHeYHocTel oXXmBneHbl, D=S. INnocko-BanbrycHasa geopmaums cton, ornopa
Ha BCto cTony. O6beM M cuia akTUBHbIX M MNacCUBHbIX ABUXKEHWUA CO CTOPOHbI KOHEYHOCTEN CHMKeHbI. CTpa-
JaeT Mesikas MOTOpUKa pyK.

Co CTOPOHbI MCUX03IMOLLMOHaNIbHOM chepbl: pe6eHOK aKTUBHbIA, MOTOPHO PacTOPMOXKEH. B KOHTaKT
BCTynaeT. SMOLMOHaNIbHO 1abuneH. 3agep>kKa ncmxopeyeBoro pa3sutus. Frosoput 3-4 cnosa.

O6wunn aHanns kposwu (clinical blood analysis)

°>. Hs, Tp. 0 0 N 0 0 Cco93,
o X100/, il s n, % M, % n, % C, % 3, % vy
> 423 12.1 116 609 54 7 1 a5 3 12

O6wmnin aHaNM3 Mo4Ymn - B HOPME.

Buoxnmuyeckoe nccnefoBaHue KpoBu: obLmnin 6esok - 63 r/n, obwunin 6unnpyouH - 49 mmons/n,
caxap - 3.82 mmonb/n, wenoyHas ocatasa - 389 Ea/n, ANT - 15 mE/n, ACT - 39 ME/n, kanbumnii - 2.3
MMOAb/N, MarHmii - 0.86 mmonbs/n, hocdop - 2.1 MMOb/ N, CbIBOPOTOUHOE XXeneso - 12 MKm/ 1.

Konporpamma - B HOpMe.

OKTI - cuHycoBasa Taxmkapgusa, UCC - 188 ypgapos B 1 MUHYTY, 30OC BepTuKanbHasa. NoBbiweHNe
3N1EKTPNYECKUX MOTEHLMAIOB CO CTOPOHbI MEX>KeNyL04HKOBOM Neperopoaku.

33r: rpybasn Helnpoduanonornyeckas HespenocTb. OTCyTCTBUE (HOPMUPOBAHUSA KOPKOBOW PUTMUKMN.
PernctpupytoTca mppuTaTuBHbie N3MEHEHUS pPUTMa. BbipaKeHHble M3MeHeHUS Ha MWUKPOCTPYKTYPHOM
YPOBHe.

HelipocoHorpadusa: BEHTPUKYyI0AUNATaLMSA.

¥Y3W nouek: 6e3 natosioruu.

KoHcynbTaumsa oKynucta: peTMHonaTtua HefoHOLWeHHbIX 1 cteneHwn, pybuoBas hasa, aHruonatums
ceTyaTkn. YactuyHasa aTpoms 3puTeIbHOro Hepsa Npasoro rnasa.

KoHcynbTaumsa reHeTuka: cuHapom CunbBepa - Paccena.

KoHcynbTaumsa noronega: 3ajep>kkKa pe4eBoro passutus.

B oTaeneHuun 6b1s1 NpoBeAeH OvepeAHONM Kypc HelipoMeTabonnyeckol Tepanuu (3nbkap, BUHMOLe-
TWUH, acnapkam, gnakap6, kap6amasenuH) u unsnonedyeHme (06WMNIA Maccax, napauMHOBbLIE annaMKaumun
Ha BEPXHUE N HMXKHUE KOHEYHOCTW, 3/1eKTpodiopes ¢ 1% pacTBopoM ayuiinHa Ha 061acTb NO3BOHOYHUKA).
BbinucaHa ¢ ynydweHuem 14 okta6ps 2015 r. no annaeMuMonormyeckMmMm rnokasaHmaM nof HabnwogeHuve
y4acTKOBOro neguarpa 1 AeTCKOro HeBpOora no MecTy XXUTebCTBa C COOTBETCTBYHOLLUMMN peKoMeHAaLmns-
MU.

Taknm obpa3om, NpMBeAEHHbIN KITMHUYECKUIA cnyYali y pebeHKa B BO3pacTe 2-X N1eT AeMOHCTPUpYeT
TeyeHue HacneacTBEHHOro cumHgpoma CunbBepa - Paccena, B (h)OpMMPOBAHUN KOTOPOr0 3HAUYUTESIbHYIO
posib urpana natosiorna 6epemMeHHoOCTN y ero matepn. MUHUMasbHble AMAarHOCTUYECKNE KPUTEPUN Takue,
Kak NocTHaTa/ibHas 3aflepXXKa pocTa, xapakTepHble CA3 (TpeyrosibHoe /INL0, MUKPOTHATUA HUXKHEN Yento-
CTW, «ncesgorugpouedanua» n Ap.) No3BOAUIN NOCTaBUTb NPaBU/IbHbIA KNVHWUYECKNI AMarHo3 rnpakTuye-
CKM C MOMEHTa poXXAeHusA pebeHka. [laHHOe HabnogeHe AeMOHCTPUPYET «MAMKOCTb» K/IMHUYECKUX NPO-
saBneHniA CCPy 601bHOro pebeHKa Npu OTCYTCTBUN TSHKE/bIX MOPOKOB Pa3BUTUS BHYTPEHHUX OPraHoB.
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OTHOCUTeNbHasi HeCneuM@UUHOCTL 60/bLLUMHCTBA CMMMITOMOB, XapakKTepHbIX /18 3TOro CMHAPOMA,
Tpe6yeT 6onee AeTaNbHOM OLEHKUN KaXKA0ro NpusHaka ¢ Le/blo HarnpasneHus nauyMeHToB ¢ Nogo6Hoi naTo-
norvei ansi NoApo6HOro MosEKyNSPHO-TeHETUYECKOro 06C/1ejoBaHMS.
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