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AHHOTauus. B cTaTbe NpeacTaBNeHO KAWHMYECKOoe HabnoaeHe pebeHKa, CTPajalouLero peakumM reHeTMYecknm 3a-
6onesaHneM - CMHAPOMOM JdaBapaca. O6CyXKAaTCA PacnpPOCTPAHEHHOCTb CUHAPOMA, OTAE/IbHbIE TEHETUYECKME U KAUHUYe-
CKMe acneKTbl 60ne3Hn. CUHAPOM JABapAca - PeaKoe reHeTUYecKoe PaccTPOoCTBO, XapaKTepmusytoULeecs 3aepXKKoi yMCTBEH-
HOr0 PasBUTUSA, CKIOHHOCTbIO K PasBUTUIO anuaencuu. [leTm ¢ CMHAPOMOM JABapAca yalie yMUpawT B paHHeM BO3pacTe OT
OC/TOXKHEHWIA, 06YCNOBAEHHbBIX MHOXECTBEHHbLIMY BPOXAEHHBIMMW MOPOKAMU Pa3BUTHSA.

Resume. The article presents the clinical observation of a child suffering from a rare genetic disease - Edwards's syn-
drome. We discuss the prevalence ofthe syndrome, some genetic and clinical aspects of the disease. Edwards's syndrome - a rare
genetic disorder characterized by mental retardation and epileptic tendency. Children with Edwards's syndrome die at early age
of the complications caused by multiple congenital malformations more often.

CuHgpom 3paBapfca (TpucoMmusa no xpomocome 18) - BTopoe No yacToTe nocne cuHapoma [ayHa
XpPOMOCOMHOe HapyweHune. OnucaH B 1960 roay OxxoHom OaBapacom (John H. Edwards). YactoTa cMHApO-
Ma 9pBappaca coctaBnaeT 1:5000 - 1:7000 HoBopoOXAeHHbIX [Baxapnosckuii B.I'., Top6yHoBa B.H., 2007].

B nocnefHue fecATUNeTNA BO MHOTUX CTpaHax Mmupa, B TOM yucrae n B Poccuun, oTMeyaloT yBenumye-
HUWe YacTOTbl HacneACTBEHHbIX 60ne3Hel (HB) n BpoXXaeHHbIX MOpoKoB pa3BuTtmnsa (BMP). 3To cBA3bIBAOT CO
MHOrMmMu paktopamu [KypsauHa E.A. n gp., 2007]. PucKk pa3BuTus ¢c Tpucommneih no xpomocome 18, Kkak n3-
BECTHO, BoO3pacTaeT C yBe/inyeHnem Bo3pacta matepu [Munne, 2004]. HekoTopble nccanefoBaHMsa nokasanu,
4TO YacToTa CMHApPOMa OABapfca B nocaefgHue rofbl MMeeT TEHLEHLNIO K YBE/IMYEHNIO. BO3MOXHO, 3TO CBA-
3aHO KakK C ynyyweHMeM npeHaTtaNbHOW AMarHOCTUKMW, TaK U C MOBbIWEHMNEM BO3pacTa PoXatlo WX >XEeHLWNH
[Gessner, 2003].

CuHgpom 3paBapjaca pa3suBaeTca MPU HanuMuum AByX (hOpM NaTtosiorMm reHeTUYecKoro annapara.
MepBasa cbopMa - 3TO MOABMAEHMWE LeNol AONONHUTENbHOW XpoMocoMbl 18 napbl. Takas hopma cmHgpoma
3aBapjca HasbiBaeTca Tpucomuein. Btopasa popma - 3aTo npukpenneHme He6ONbW NX KycO4YKoB 18 xpomoco-
Mbl K LpYrMM XpomMocomMmam. B faHHOM cnyyae CUHAPOM MMEHYeTCs MO3aM4YHOW popmon. HapyweHnsa, peru-
CTpUpyemMble Npu TpUcomMunun, 6osee 3HauYnTelbHbIe, HEM NPU MO3anyHoON popme [MiBaHOB B. . n ap., 2006].

[JeBouyku c cMHApPpOMOM 3DaBapfca poXjawTca B TpU pa3a yawe Manib4YnMKoB. NpuuynHel npeobnaga-
HNA 6ONTbHBIX A€BOYEK NMOKA HEACHDI.

Mpn 3aToM cnHApOMe OTMeyaeTCsA Bblpa)KeHHas 3ajepXXKa npeHaTalbHOro passuTusA, AeTu poxpaa-
loTCA €¢ rmnoTpodurein. BHew HNe aHoManum pasBUTUSA MHOroo6pasHbl U NaTOTHOMOHWYHbLI ANA CAHAPOMA
3aBappaca [HoBukos M.B., 2009]. Y pebeHka noA60pOAOK CKOLIEH, YENKOCTU HELOPA3BUTLI, YW HbIE PAKOBWU-
Hbl HEOObLIYHO HM3KO MOCaXeHbl, HEPEAKO acCUMMMeTPUUYHbLI N gedopMupoBaHbl. F0N0Ba yBenn4yeHa B nNpo-
[ONbHbIX pa3mepax, BMecTe ¢ TeM 6unapueTanbHbli pa3Mmep MeHblle HOPMbl. VIMETCA MHOXECTBEHHbIe
feopmauymmn Kucted n cton. Manbuybl NX 06bIYHO OYeHb KOPOTKME, HO B OTAE/IbHbIX CQly4yasx BcTpeyar TCcs
NpMU3HakKyM apaxHoAaKTUNUK. BblpaXeHbl aHOManuUM KOCTHO-MblWeYHOW cucTtembl. Hanbonee TMNUYHbIMN
ABNAKTCA 3a4ep>XKa MNCUXOMOTOPHOrO pasBUTUA, TMNONAa3nsa CKeNeTHOW MyCcKynaTypbl U MOLKOXXHOW XW-
pOBOW TKaHW, BPOX/AEHHbIe MOPOKMK cepaLa, aHOMaaMn Pa3BUTUA XeNyLOUYHO-KNLWEeYHOro TpakTa, Mo4yeno-
NOBOW CUCTEMbI U LEHTPanbHOW HEPBHOW cucTeMbl (CMMHHOMO3TFOBbIe FPbIXW, TMNONNa3nsa MO30ANCTOrO
Tena n mMo3xeyka). MHOXeCTBEHHble MOPOKWN pPa3BUTUA OTUET/INBO 3aMeTHbl U HenocpeACcTBEHHO o6ycnas-
NNBaKT OYeHb PAHHIO CMEpPTHOCTb feTell ¢ aHHOW natonormen. B cBA3M C MHOXECTBEHHbIMMW NMOPOKaMM
pas3BuTUA pa3IMYHbIX OPraHoB M CUCTEM MPOrHo3 3abosieBaHUA ABNAeTCcA HebnaronpuATHbIM. CunTaeTcs,
4UTo NUWb 5-10% 60NbHBIX AOXUNBAaKT A0 1 roga n meHee 1% o 10 net n ctapwe [Baxapnosckuin B. ., 2009].
MpunynHamun cMepTn B NeEpMoOfe HOBOPOIXKAEHHOCTU N B NEPBbIe MeCALbl XXU3HN 06bIYHO ABMATCA acPuUk-
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cuA, cBA3aHHasA C HapylWeHneM MO3roBoro Kposoobpal,eHUsA; acnnupaLmMoHHass MHEBMOHUA U KULLIEYHAasa He-
npoxoammocTb. [leTn 6onee cTaplwero so3pacta nornbalwT NpeMMyLLecTBEHHO OT MHEBMOHUM Ha (hOHe cep-
[eYHO-COCYAUCTON HeAoCTaTOYHOCTU U/NNU NHPeKLNi MoYeBblX NyTeil. KnnHMUYeckas U gaxe natonoro-
aHaToMuyeckaa anddepeHymnanbHasa anarHoctmka cuHapoma 3aBapAca c/oXXHa, N0O3TOMY BO BCeX Cayyasx
NnokKasaHo LNTOreHeTUYeCKoe nccnepgoBaHume.

B kauyecTBe npumepa NpMBOAMM Halwe HabnwgeHNe KIMHNYECKOTO TEYEeHUA faHHOro cMHapomMa y
pebeHKa 3 neT n 2 mecaueB XNU3HU. [leBoyka H. 2012 roga poXgeHus, nocTynnna B NCUXOHeBPOAOrnyeckoe
oTaeneHne AnNs feTeir paHHero Bo3pacta Ne 4 ropopckoi petckon 6onbHuubl (FAB) r. benropopa
25.05.2015 r. Ha oyepefHYlO NNaHOBYl rocnurtanu3layunilo, rge Haxogmnacb Ha nedyeHuu no 5.06.2015 r. ¢
AnarHosom: Pe3ufjyanbHo-opraHumyeckoe nopaxeHune LHC meTabonmnmuyeckoro reHesa. HapyxHaa KOMMNEeH-
cupoBaHHasa rugpouedanna. Knctbel 3agHen yepenHolh amkum (34YA), kncta WNWKOBMAHOW Xene3dbl. Cyfo-
pO>XXHas TOTOBHOCTb. 3ajep>XKa CTaTMKO-MOTOPHOro pa3BuTtusa. Cnactnyeckuii tetpanapes D>S. 3agepxka
ncuxopevyeBoro pa3sutTnsa. CuHgpom 3aBappaca. ACTEHUYECKUIA CMHAPOM. AHrmonaTma cetyaTku. ATonunye-
CKWI gepmMmaTUT B CTaAUN peMUCCUMN.

MaTb pebeHKa Npuv NOCTYNNeHUN NpeabABAANa XKanobbl Ha NOBbI W EHHOe 6eCNOKONCTBO A4eBOYKN Ha
hpoHe n3MeHeHU Norofbl, HacToe HapylWweHne CHa, 3af4ep>XXKy pedun, rpybyto 3afep>X Ky MOTOPHOro pa3Butunsa
(pebeHOK CaMOCTOATE/IbHO He CafNTCSA, He CTOUT, He XOA4UT).

N3 aHaMHe3a XXW3HU MW3BECTHO, 4TO pebeHOK OT IlIl 6epemeHHOCTU, Il onepaTUBHLIX POAOB NyTeM
KecapeBa ceyeHus Ha 38-39 Hepene 6epeMeEHHOCTMU.

OT | 6epeMeHHOCTM ¥ MaTepun pebeHkKa 17 neT Ha3apj poamnaca 340p0OBbIN Manbuymk. OH poc U pa3Bu-
BasJiC COOTBETCTBEHHO ero Bo3pacTy, HacNeACTBEHHbIX U XPOHUYeCKNX 3aboneBaHnii He nmeeT. Il 6epeMeH-
HOCTb NpepBaHa NyTemM NpoBefgeHNA MeLULNHCKOrTo abopTa Ha paHHeM CpoKe 6epeMeHHOCTH.

BepemMeHHOCTb HacToOAW MM pebeHKOM Yy ero MaTepun npoTtekana B Bo3pacte 40 net Ha hpoHe Xxnamu-
Ano3a, rmagpoHedposa NOYKU, PUOEPOMMUOMBI MATKU, BbIPAXKEHHON0 HapyweHUss MaTOYHO-NAaLeHTapHOro
KpoBooOGpalwWeHnsa, CMHAPOMaA 3aflepP>X KN pa3BuTUA nNaofa, BEHTPUKYoMeranmun. Poabl oCcyLW,ecTBUANUCL NY-
TeM KecapeBa ceyeHUs. Bec pebeHka npu poxageHuun - 1870 r, pocTt - 42 cm. OueHka no wkane Anrap 5-6
6annoB. CocToAHMe pebeHKa NPU POXKAEHUN GblN0 KpaiHe TAXENbIM B BUAY CTEMEHU TAXECTU AblXxaTenbHOM’
HepocTaTtoyHocTu (AH) Ha (hboHe pecnUpaToOpPHOro AucTpecc - cmHapomMma HosopoXxaéHHoro (PACH). MepBble
7 aHel XM3HM 60NbHAA AeBOYKa Haxofunacb B OTAENEHUN peaHUMauun N MHTeHCUBHONW Tepanun (OPUT)
Ha BbIXa>XMBaHWWN N NnevyeHUUn c gnarHosom: PACH TsAXxenoii cteneHun; nHeemonaTtusa, AH 3 cteneHn. BHyT-
pnyTpob6Hasa nHdekuna (BYWM): BpOXXAEHHbIN KOHbIOHKTUBUT. MNepunHaTanbHOe Nopa)KeHWe LeHTpanbHOW
HepBHOW cuctembl (LLHC) couyeTaHHOro reHesa, ocTpblii NMepuog, CUHAPOM yrHeTeHnsa LLHC. HeoHaTanbHas
Xentyxa. 3ajep>XkKa BHYTpuUyTpo6Horo passutmna (3BYP) 3 cTteneHn no runonnactTuyeckomy Tuny.

C 7 aHA XN3HW pebeHOK O6blN1 NepeBefeH Ha BTOPOW 3Tan BbIXaXXWBaHUA B OTAeNleHMe NaTONOTNN HO-
BopoXpaeHHbIX (OMNH) geTeid nepnHaTanbHOro LeHTpa 06/1acTHOW KNMHMYeckol 6onbHuLbl (OKB) r. Benro-
pofa, rge naumMeHTKa HaxoAmnacb B Te4eHUe Mecsla Ha Jle4eHUN C AMarHo3om: nNepmHaTasibHOe NopaxxeHue
LIHC, nogocTpblli nepuoj, CUHAPOM YrHETeHMSA, TMNepTeH3NOoHHO-TuapouedanbHblii cMHAPOM. CUHAPOM
dpBapaca. PACH Tsaxenoi cteneHn, nHeemonaTtus, AH 3 cteneHn. BYW: BPOXAEHHbIA KOHbIOHKTUBUT.
HeoHaTanbHasg Xentyxa, aHeMus HOBOPOXXAEHHbIX, 3BYP 3 cTeneHn no rmnonnactuyeckomy Tuny, ypetpo-
rmagpoHedpo3 npaBoli Moyku. Manble aHomManuu pas3sutus cepaua (MAPC): OoTKpbiTOe OBaslbHOE OKHO
(O0O0) - 2.5 MM,

HK 0. Mocne BbINUCKM N3 OTAENEHNA Haxofmnacb nofd HabnwaeHemMm yyacTKOBOro negmartpa u get-
CKOTro HeBpoOJiOTa N0 MeCcTy XXUTeNbCcTBA.

C 8 mecsAueB XU3HM cuctematmyeckn (3-4 pasa B roj) HaxoguUTcsa Ha CTauMOHaAPHOM Jile4eHUU B
NCUXOHEBPONIOTMYECKOM OTAEeNeHUN Ana aeTeli paHHero Bo3pacta Ne 4 'ABb r. benropoga, rge nony4yaer
cMMnToOMaTMyecKoe M BOCCTAHOBUTENIbHOE /leyeHUe.

Bnepsble 6blna ob6cnefoBaHa B cneyMann3npoBaHHOM MeAMKO-TEHETMYEeCKOM LeHTpe r. XapbkoBa
(YkpanHa) B Bo3pacTe 1 rofa n 2 MmecsaleB XWU3HU, Kya oHa Obl/la HanpasB/ieHa Ha cnelyunanbHoe obcnepoBsa-
HWe C uenbio NOATBEPXAEHNA AMarHosa ¢ xxanobamm Ha 3afep>XKy NCUXOPEYeBOro U MOTOPHOTO pasBnTUSA.
CaMOCTOATENIbHO He cajguniacb, OTCYTCTBOBA/ yKa3aTeNbHblli XecT, 6bI1 OTKPbIT 60/1bWON POGHUYOK, OTMeE-
yasnacb HefjocTaTo4yHas npubaska B Macce Tena.

M3 nepeHeceHHbIX 3a601eBaHMN M3BECTHO, YTO B TeYEHUE XXMN3HN pebeHOK HEOAHOKPATHO NEepPeHO-
CUn ocTpble pecnupaTtopHble 3aboneBaHnsa (OP3), ocTpbli 6POHXUT, afeHONANT. A TaKXe NepeHec BETPAHYIO
ocny, aToNM4Yyeckuii fepMaTuUT HEACHOTO reHe3a Ha (poHe MWL EBOW annepruun, TPaH3UTOPHYK TUNOTFNNKe-
MWIO, TMNOTNUPe03. Pe6EHOK He MPUBUT.

Ocob6eHHOCTM ero heHoTMNa: 3afepxkKa MMU3NYECKOro pa3BuTuUsa, 61efHOCTb U TMNEP3NACTUYHOCTb
KOXHbIX MOKPOBOB, MOBEPXHOCTHOE pacnofloXXKeHUe NOAKOXXHbIX BEH, gonuxouedanmsa, spicTynatmowme nob6-
Hble 6yrpbl, 60NbWON POAHNYOK OTKPbLIT (1.OX 1.0 CM), TMNOMNUMMNSA, HN3KO PACMONOXEHHbIE YW HbIE PakKo-
BMHbI CO CrAaXeHHbIM aypuKyNsapHbIM PUCYHKOM, 3NWKAHT, aHTUMOHTONOMAHbI pa3pe3 rnas, ronyb6ole
CKNepbl, KOPOTKMIN HOC, HEAOPa3BUTME HUXHEN YentcTu, y3Kasa rpygHas KneTka, KOPoTKuUe nanblbl BepX-
HUX N HUXXHUX KOHEYHOCTel, rmnepMo6uUIbHOCTb CYCTaBOB.
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B cneuvanu3npoBaHHbIA UeHTP r. XapbkoBa pebeHOK 6bla1 rocnMTannM3MpoBaH Yepe3 HECKONbKO
[Hel nocne BbIMUCKW U3 NefMaTPUUecKoro otaeneHunsa r. Anekceeska benropogckoin o6nactu, rge oH Haxo-
annca Ha nedeHuun c 18.07.12 r. no 27.07.12 r. ¢ gnarHo3om: nepmHartanbHoe nopaxeHme LUHC, cnHgpom
daBappaca, rMnepTeH3NOHHO-TUuapouedanbHbli cuHapoM. BYW. MHeBmonatmsa. 3BYP 3 cTeneHW no runo-
nnacTmyeckomMy Tuny. HeoHaTanbHasa Xentyxa. YpeTporuagpoHegpos npason nodykn. MAPC (O0O0O). F'mno-
Tpochua 2 cteneHn. XenezopgedhmuntHaa aHemus (KOA) 1 cteneHuU. OP3, 6POHX0-06CTPYKTUBHbIA CUH-
apom, AH 1lcTteneHn.

B MeanKO-reHeTUUYeCKOM LeHTpe r. XapbkoBa 6bl/10 NpoBeAeHO crefyowee obcnefosaHune:

1. kapuoTtun - 47, XX, +18, G-, C-okpacka, 1% XpOMOCOMHO HeECTabUNbHOCTU;

2. aMWHOKMWCNOTbl KPOBW - NOBbILWEH YPOBEHb OPHUTUHA, TPEOHMHA, BaNNnHa, n3oneymnHa, nehuym-
Ha; CHU>XXEH YpPOBEHb NPOMINHA, TMNLNHA, anaHWHa, LNCTUHA, TNyTaMunHa;

3. rasosafd xpomaTtorpausa mMOYu - BbISIB/IEHbl M3MeHEHUS MeTabonuToB: ymkna Kpebca, amMmunHoO-
KUCNOTbl TpunToaHa, KeTo3a, HeA0CTaTOYHOCTU BUTaMUHOB B1, B2, B3, Bs, KO3H3nMa Q1o;

4. amMmMunak Kposu - 0.446 mr/mn (Hopma);

5. naktaT KpoBu - 1.65 mmonb/n (Hopma);

6. 6MoOXMMuUUecknii npounb: 06w M xonecTtepuH - 4.06 mmonb/n (Hopma), rnwkosa - 4.74
Mmonb/n (Hopma), ACT - 42.33 Epn/n (Hopma), AHT - 18.86 Ea/n (Hopma), MmoyeBuUHa - 8.4 mmonb/n (Hop-
Ma 1.8-6.4 mmonb/n), moyeBas kucnota - 3.58 mr% (Hopma), pocgop - 2.16 mmons/n (Hopma), marHum - 1
MMonb/n (Hopma 0.7-0.99 mmonb/n), KpeaTuHUH -31.8 mkm/n (Hopma), KOK - 65.02 Eg/n (Hopma), N 4r -
226.56 Ea/n (Hopma), o6wmnihi 6uNnmMpyouH - 3.29 Mmkmonb/n (Hopma), o6wmnii 6enok - 72.12 r/n (Hopma 46-
70 r/n), anbbymuH - 53.95r/n (Hopma);

7. romMouucCTeuH KpoBu - 7.9 MmKmMonb/n (Hopma o 5 MKMonb/n);

8. (donnesas kucnota Kposu — 11.7 Hr/mn (Hopma);

9. BUTaMWUH B2 kpoBu - 537 nr/mn (Hopma);

10. Y3 BHYTPEHHWUX OPraHoB - MPU3HaKW ANCKMHE3UW XenueBblBOAAWMUX nyTed (OXKBM);
NOYKMN -MNaTONOrNU HE BbISAB/IEHO.

Ha ocHoBaHWW >Xanob6, aHaMHECTMYECKMX fAaHHbIX, O0CO6eHHOCTel (eHoTUNA, KAMHWUKO-
reHeanornMyeckoro aHanmsa, a TakXxe pe3ynbTaTa LMTOreHeTM4eckoro obcnefoBaHma pe6éHka 6bl1 ycTaHOB-
NeH AnarHos: cmHApom JaBapjca, perynapHaa gopma. FfmnepromoynctenHemmnsa. MMToxoHgpuanbHaa guc-
hyHKUMA.

Bblno pekoMeHAOBaHO orpaHnyeHue 6enka B MMTaHUM A0 2 T Ha 1 Kr macchl Tena pe6éHKa B CYyTKU B
TeyeHue 1 mecAua, UCKOYEHUE N3 paLMoHa MACHbLIX OY/IbOHOB, FTOBAAUHBI, Cbipa, AMYHOTO 6enka. A Takxe
6bl1N peKOMeHAOBaHbl MeAMKaMeHTO3Hasa MeTabonmyeckaa Tepanusa (rnyTapruH, y6UXMHOH-KOMNO3NTYM,
pnbodnaBuH, BUTamMmnH Be) 1 HabGNo AeHMe Bpayeli-cneymanmcTtoB (Negmnartpa, HeBposora, reHeTnka) Nno Mme-
CTY XUTenbCcTBA.

B TeyeHMe nocnegytouLero BpeMeHn pebeHoOK perynapHo Habntoganca y Hesposora, reHeTuka, n1oro-
nega n neguartpa No MecTy XXMUTenbcTBa U cucTeMaTtuyeckn obeneposanca n nednnca s FAb r. benropoga.
Ha oHe npoBefeHUA perynapHoi KOMMNNEKCHOW Tepanuu, BKAYaloWel npenapaTtbl, yayylwalmuwmne aHep-
reTmyeckme metabonumueckme npoueccbl B M0O3re U M03roBoe KpoBoobpauieHme (aKToBerumH, nupaueTam,
KOPTEKCUH, KOPCaBUH, FTNULNH), KypCcbl pu3nonevyeHmnsa (napauH, nazeportepanmnsa) n maccaxa, y nalmeHT-
KW OTMeuaeTcsa HebonblWaA NONOXKUTENbHAA JUHAMUKA B ABUraTeNbHOl chepe NCMXOMOTOPHOIO pa3BuUTuUS.
OpHako ¢ KoHua 2013 r.y pe6eHka Habnw faeTca NOBbIWEHNE CYyLOPOXKHOM FOTOBHOCTM FO/IOBHOTO MO3ra.

Mo pe3ynbTatam anekTpoHepomuorpapum (SHMTI) o1 19.02.14 r.: gaHHbIX 3a HeliponaTutio, oyaro-
BOe nopaxeHune n. tibialis ¢ gByx CTOPOH He BbiABAEeHO. OTMeyaeTCsd CHUXeHWe COOTHoWweHna H/M c aByx
cTopoH. OTMeyvaeTcA BepTe6poreHHoe BO3elicTBME Ha NCCelyeMble HEPBBI.

390 — MOHUTOPUHT oT 03.09.2014 r.: 33T 6oagpcTBOBaHUA 1 4yac. JOMUHUPYIOT YMepeHHble obuLe-
MO3roBble N3MEHEHNA 6M03NEeKTPUYECKO aKTUBHOCTN FOTOBHOTO Mo3ra. KopkoBass puTMumKa COOTBETCTBYeT
Bo3pacTy. Anb(a-akKTUBHOCTb BbICOKOAMNINTyAHAsA CO CPeJHUM MHAEKCOM 3HauYuUTeNlbHO fe30praHn3osaHa
MeANEeHHbIMW BOMTHAMMU, BCMblW KaMM OCTPbIX BO/IH, 3a0CTPEHHbLIX BOMH TeTa-AMmanasoHa B 3aTbl/IOYHbLIX OT-
BeAeHnAX. PoKyc MeANleHHO-BO/THOBOW aKTUBHOCTUK AenbTa-Anana3oHa 3aMKCMpoBaH B MpaBblX LLeHTpanb-
HO-MepefHEBMCOYHO-N06OHbIX OTBefEeHNAX. 3aPMKCMpPOBaHbl CTOWKME perMoHanbHble HAPYLWEHUA PUTMUKN
YCNOBHO-3NUNENTUPOPMHOro xapakrtepa B 3aTbl/IOYHbIX OTBEAEHUAX B BUJE BCMbIWEK OCTPbIX BOJIH, KOM-
NNeKcoB «oCTpas-meAsieHHas BONIHa» c npeo6nafgaHnem cnesa.

Pe3lome: (hokaNbHble YyCTOMUYMBbIE HapylwWeHUs 6GMO03NEeKTPUYECKOW aKTUBHOCTM FOJIOBHOTO MoO3ra
YCNOBHO-3NUNENTUPOPMHOIo XapakTepa B 3aTbl/IOYHbIX OTBefeHUAX S>D.

MPT ronosHoro mo3ra oT 23.12.2014 r.: MPT-npu3Haku HapyXHoW rugpouyedanmm, kuctol 344;
KMCTa W MWL KOBUAHOM >enesbl; JaHHbIX 3a HalM4YMe U3MEHEHU o4aroBoro n AN dy3Horo xapakrtepa B Be-
L ecTBe rOJ/IOBHOINO M0O3ra He BbIAB/IEHO.

Bnarogaps o4eHb BHUMATENbHOMY U TEPNENIMBOMY OTHOLWEHUNIO MaTepn K pebeHKy, ee cuctemaTtu-
YECKUM 3aHATUAM C HUM B OMalIHUX YC/IOBUAX U KypcaM BOCCTAHOBUTENIbHOIO /IeYEeHUSA B cTaynoHape u
peabMNMTayMOHHO-BOCCTAHOBUTENbHOM LeHTpPe ANA AeTeil ¢ OrpaHMYeHHbIMM BO3MOXXHOCTAMMK B Nocenke
Becenas /lonaHb y pebeHKa B ABUraTenbHOl chepe HaMme4vaeTca Heb6onbwasa NONoOXKMUTeNbHasa fuHaMuka. OH
Havyan caMOCTOATENbHO cUAeTb, 60/1ee aKTUBHO pearmpoBaTb Ha OKpyXXat L ee.
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Mpwn nocTynneHnn B oTaeneHue oblyee cocToaHMe pebeHKa 6bIN0 cpefHeli cTenmeHU TaxecTu, 06y-
CNOBMIEHHOEe B OCHOBHOM HEBPONOrMYeckol cmmnToMaTukol. KoxXHble NOKPOBbI 61efHble, YncTblie. Mopg-
KOXXHO-XXMPOBOW CNov pa3sBuUT HEAOCTATOYHO.

MNpn ocmoTpe onpegensatwTca cTUrMbl An3ambpuoreHesa (CA3): gonuxouedannsa, BbicTynawwmne
NobHble 6yrpbl, TMNOMUMMUSA, HN3KO PacrofioXXeHHble YW HbIe PAKOBUHBLI CO CrTa>XeHHbIM aypuUKYNSAPHbIM
PUCYHKOM, 3NWKaHT, aHTUMOHTONONAHbI pa3pe3 rna3, KOPOTKMIN HOC, HEAOPa3BUTUE HUXHEW YenocTu,
y3Kaa rpyfHas KneTka, BbICOKOEe «roTmyeckoe» TBepaoe He60, HeNpaBUNbHbIN pocT 3y60B, cTONa-«Kavyanka»
(cunbHO BbICTyNat W as NsaTKa, CBOA NPOBUCAeT, TONCTbIW N KOPOTKUI 60Nblw ol Nanew,).

FpygHas Knetka npu ocmoTpe y3kKas, ynnouweHa B nepefHe-3agHemM HanpasieHUun. YactoTa Ablxa-
Hua (UA) - 24 B 1 MUHYTY. NMepKYTOPHO - 3BYK NNIETOYHbLIA C 06eMX CTOPOH. MpKn ayckynbTauum - AblXxaHue B
Nerknx nyapuabHoe, XpunoB HeT. O6nacTb cepfLua NpPpM OCMOTPe He M3MeHeHa. [paHULbl OTHOCUTENbHO
TYynocTun cepaua npu nepkyccuun B HopmMme. NMpun ayckynbTaumMu TOHbI cepala NPUrayweHbl, pPUTMUYHbIE. Ya-
CTOTa cepaedHbix cokpaweHun (UCC) - 110 ygpapa B 1 MUHYTY. XKNBOT MATKNI, 6€3601€3HEHHbIN Npy Nanb-
nauymn. MedveHb BbiCTynaeT M3-nog Kpas pebepHo ayrm Ha 1.0 cm. CeneseHka He yBenuyeHa. MNoyknm He
nanbnupytTca. CTyn n moyenmcnyckaHue - 6e3 NnatoNorMyeckmnx ocob6eHHOCTeN.

HeBponornuyecknii ctatyc: pe6eHOK aKTMBeH, CO3HaHWe fAICHOe. Ha ocmMOTp pearnpyeTt HeraTUBHO.
O6LemMo3roBbiX, MEHUHIeanbHbIX CAMNTOMOB HeT. Uepen BbITAHYTOW hOopMbl, BbicTynatuwme nobHble 6yr-
pbl, 3aTbI/IOK ynaouwieH. 1a3Hble Weanm CUMMETPUYHBI, ABUXEHUA rNa3HblX A6/10K BBEPX, BHW3 B MOJTHOM
ob6beme. 3pauyku okpyrnon opmbl, S=D. doTopeakLMs coxpaHeHa. 3a NpeAMeTOM npocaexunsaeT. ToUKHN
BblX0ia TPOMHMYHOTO HepBa 6e360/Me3HEHHbI. HUXXHAS 4YentocTb No cpeaHeil NuHuuM. KopHeanbHbI 1
KOHBIOHKTUBaNbHbLIA pedneKcbl COXpPaHeHbl. JINLO CUMMETPUYHOE, HO TUNOMUMUYHO. CNyX OPUEHTUPO-
BOYHO He HapyuweH. Huctarma HeT. MNpwn rnotaHuyM He nonepxuBaeTcs. FTNOTOYHbIV M HEOHbI pednekchl
0XWBMEeHbl. TnnepcanmMBayma. A3blk B NONOCTU pTa MO cpegHel NMHUKN. PacuUKynAaumin m dnbpunnaynii
HeT. He MOXeT NOAHATb KOHYUNK A3blKa BBEPX.

B gBuUratenbHoOWM chepe: HE XO4UT CaMOCTOSATENbHO. MbllleYyHasa CNacCTUYHOCTb B HUXXHUX KOHEYHO-
CTAX CMeHAeTCA TMNOTOHMEN Mblw L. KOHTpaKTypbl OTCYTCTBYHOT. CyX0XUNbHO-NepnocTanbHble pedieKkchbl ¢
KOHeYHOoCTel 0XXuBneHbl, D>S. Ha Tpakuuio ronosy yaep>xuneaet. Onopa Ha cTony, nepectynaeT c NOALEPX-
KOW Ha Hoco4YkKkax (+-). He cagmTca caMOCTOSATENbHO, HO CUAWNT.

CO CTOPOHbI NCUXO03MOLMOHAaNbHOW chepbl: pe6eHOK aKTUBHbIN, aMOLNOHaNbHO 6eaeH. B KOHTaKT
BCTynaeT CMTyaTMBHO, u3bupartenbHo. C MamMoW obLiaeTcs xecTaMu.

3afep>XKa NCUXOPeYeBOro pa3BuUTUA. AKTYyallbHbIA YPOBEeHb Pa3BUTUSA HUXKe BO3PaCTHOW HOPMBbI.

O6wWwnii aHanM3 KPOBU:

Jp. X1022/n J1. X109 HB, r/n Tp. X09/n n, % M, % M, % C, % 3, % CO3, Mm/y
3.26 9.2 107 281 65 16 1 17 1 5

O6Wmnin aHaNIN3 MOYM - B HOPME.

Brnoxummnueckoe nccrnefoBaHne KpoBu: obuwmnii 6enok - 63 r/n, o6wmnihi 6unnpybuH - 49 mmons/n,
caxap - 3.39 Mmmonb/n, weno4vyHas gocartasza - 276 Eg/n, ANT - 12 MmE/n, ACT - 42 mE/n, kanbynii - 2.24
MMOnb/n, marHnii - 0.86 mmonb/n, pocchop - 1.74 mmons/n.

Konporpamma - B HOpMe.

3Kl - cuHycoBblA putm, UCC - 128 yagapoB B MUHYTY, 90C - He oTk/IoHeHa. CUHAPOM YKOPOYEHUS
MHTepBana PQ.

33rl: Herpyb6oe pasfpaXxeHne KOPKOBOW PUTMUKN. ANCHYHKLUMUSA ANIHLedaNbHO CTBONOBbIX CTPYK-
Typ Mo3ra. TUNMYHOW aNNNenTUPOPMHON aKTUBHOCTU He 3aperncTpmMpoBaHoO.

Y3W nouyek: 6e3 naTtosiornu.

KoHcynbTaumsa oKynmcTa: aHrmonaTtusa cetyaTku.

KoHcynbTaumsa ncmxonora: akTyanbHblA YpOBEeHb pa3BuTMS pebeHKa 3HAYMTENbHO HUXe BO3pacT-
HOW HOpMBbI.

KoHcynbTauusa noronega: safepXXKa pe4yeBoro passutuns.

B oTaeneHuun 6bI10 NpoBeAeHO cnepyloliee KOMMNEKCHOe SleYyeHUe: BHYTPUBEHHO CTPYWHO - pac-
TBOp Kanbuwmsa rnwkoHarta 10%, pacTtBop akTosBermHa 4%, pactsop nupauetama 20%; BHYTPUMbIWEYHO -
pacTteBop xnoponmpammHa 2%; pacTBop KOpTeKCMHa ¢ HoBOKanHom 0.25%, pacTBop geKcameTa3oHa. BHYTpb:
rMULNH, KOpCaBuH, pacTteBop 3sibkapa 30%, nopatafAuH. duM3noneyeHne: maccax, napauH, naseportepanus.
BbinucaH ¢ ynyyweHuem 5 noHa 2015 r. nog HabnwogeHne yyacTKoOBOro negmartpa nm 4eTCcKOro Hegposiora no
MECTY XXUTeNbCTBa C COOTBETCTBYOLWMMU PeKOMEHgaLNAMMN.

Takum o6pa3om, NpuBefeHHOe KAWHUYECKOe HabnwgeHne AeMOHCTPUPYET HauMeHee M3YYeHHbIN
BapuMmaHT aHOMannMmM NONOBbLIX XpPOMOCOM — Kapuotmn 47, XX, +18.

[eTn c 3afep>X KO HEPBHO-NCUXNYECKOTO Pa3BUTUSA, UMEOLW MEe HaPYLW EHNA NOBeLEHUNS, HY>X Jal T-
CA BreHeTMYecKoM ob6cnefoBaHMM Ha NpeaMeT AMArHOCTUKN HacnefCTBEHHbIX XPOMOCOMHbIX 3a60n1eBaHU.
Mporpecc npeHaTalbHOW AMArHOCTUKW B HacTosl,ee BPeMsA B MfaHe BblAB/IeEHMWA BPOXAEHHbIX Hacnepj-
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CTBEHHbIX 3a60neBaHN MOXeT oKa3aTb 3aMeTHOE BIUSIHUE Ha BE/IMYNHY TEHETUYECKOIOo rpysa nonynauumu
n, npexpae scero, Ha 4actToTy XpOMOCOMHbBLIX U TEHHbIX 6onesHei.

3aBepllias faHHYlO cTaTblo, XOTENOCH 6bl OTMETUTb, UTO CerogHsa Ba>XHblM ANnA AeTCKOro Hesposiora un
neanaTtpa ABNdAeTca UX KJIMHMWYeCcKada nNoAoroToBka, KOMNETEHTHOCTb U Bpaqe6Haﬂ MHTYyNnuUmna B coHeTaHum c
XopownMKMN BHAHNAMWM NO MHCTPYMEHTa/lbHbIM MeToAaM ANATrHOCTUKN.

Cnucok nuTtepartypbl
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