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AxoHpgporeHes Il TMnNa (cuHgpom NlaHrepa-CanguMHo): KAMHUYECKUIA caydaid
r60Y BIO Capamosckuli FTMY um. B.1. Pazymosckozo MuH30pasa Poccuu, kagedpa 2ocnumanbHoli neduampuu u HeoHamosozauu

HayuHebili pykosodumerns: K.M.H. Heyaes B.H.

Pe3stome
B npvBeaeHHOW CTaTbe OMUCHIBAETCA KAMHUYECKMI OMbIT BEAEHUA MALMEHTA C FEHETUYECKMM cMHAPOMOM JflaHrepa — CanguHo B
OTAENEHUN PEaHNMaLMM U UHTEHCUBHOM Tepanuu HoBOpOXKAeHHbIX (OPUTH) « MepuHaTanbHoro weHTpa CapatoBckoli obnactu ».

Kniouesble cnosa: axoHaporeHes Il Tuna, cuHgpom Jlanrepa —CanguHo, reH COL2A1

AXOHApPOreHe3oM HasbIBAKOT rpynny Haubosiee TANKENbIX XPALEBbIX AUCNAA3UIN YesI0BEKA, NMPUBOSALMX K NETASbHOMY UCXo4y A0
POXAEHNA WAM B HEOHaTaNbHOM nepuoae. 3TU 3ab0/NEBaHWUA XapaKTEPU3YIOTCA HapylleHUeM 3MOPUOHANbHOrO PasBUTUSA KOCTHO-
XPALLEBOIN CUCTEMbI U COMPOBOXKAAIOTCA CUCTEMHBIM MOpPaXKeHWem ckeneta. [1].

AxoHgporeHes |l Tuna obycnosneH mytauusamm B reHe COL2A1, pacnonoKeHHOM B AJIMHHOM Njiede Xpomocombl 12 (12g13.11-q13.2) u
cogepxallem 54 sK3oHa. leH KoaupyeT KonnareH Il Tuna Knacca anbda-1 (COL2A1). 3ToT 6enoKk ABNAETCA OAHMM M3 OCHOBHbIX
KOMMOHEHTOB MEK/IETOYHOIO BELLLECTBA COEANHUTENbHOM TKaHW (CYXOMKMAMIM, KOCTHOM U1 XpALLeBo TKaHu). NMosBpexaeHna B reHe COL2A1
NPUBOAAT K 3KCnpeccum AePpeKTHOro KoNnareHa U HapyLweHUo CTPYKTYpPbl COOTBETCTBYHOLIMX TKaHeN. [2].

Tun HacnegoBaHUA - AYyTOCOMHO-AOMUHAHTHBIN. YacToTa BCTpeyaemocTy 3abonesaHusa npu poxaeHun coctasasaert ot 0,09 ao 0,23 Ha
10 000 pogos. [3].

CMHOHMMbI gaHHOrO 3aboneBaHuns: AxoHaporeHes flaHrepa-CanguHo, runoxoHaporeHes. [3].

MepBbim 3Ty 6one3Hb onucann fleoHapa SlaHrep u PoHanbg CanauHo. [3].

YacTble KAMHUMYECKME CMMMNTOMBI: KOPOTKME KOHEYHOCTM, Ty/loBUlLe M wed, pebpa; HUKHAS MUKPOTHaTWsA, paclliennHa Heba,
rmnonnasva nerkux, Makpouedanusa, aedbekt mexnpencepaHon Neperopoakn, OTKPbITbIA aTPMOBEHTPUKYAAPHbINA KaHan. [4].

PeHTreHoNOrMYeckn BbISBNSETCA HEOOCTATOYHaA KanbUMOUKaLMA MOACHUYHBIX MO3BOHKOB W MOJIHOE OTCYTCTBME KasbUuduKaumm
CaKpa/ibHOM 1 NIOHHOM KOCTel, HopmasbHaa occudmrKauma Yepena, CUIbHOE YKopoUeHue pebep 1 AANHHBIX TpybuaTbix KocTel, meTadasbl
KOTOPbIX MMEIOT Pa3mMbITble KOHTYpbI. [4].

OnddepeHumanbHas gmarHocTMka nposoauTca ¢ AxoHaporeHesom | Tuna (cuHapom MapeHTu-®pakkapo). [5].

BO/NbWWHCTBO AeTen ¢ cuHapomom JSlaHrepa —CanamHo norubatoT BHYTpUYTPobHO, M60 NorMbaloT B nepsble Yacbl KU3HM U3-3a
rMnonnasmm nerkmx. OCHOBHasA NPUUYMHA CMEPTU - AblXaTe/lbHas HeA0CTaTOYHOCTb. J/IMWb OANH M3 U3BECTHBIX AeTei A0XKMUA A0 3 MecALeB.
[6].

OnucaHue KINHUYECKOTo cny4vas

MNoga, Hawmm HabnogeHMEM HAaX0AMNCA [LOHOLWEHHbI HOBOPOXKAEHHbIN ManbyuK J1.

M3 aHamHe3a 6bl10 u3BecTHO, 4TOo pebeHoK oT 1 BepemMeHHOCTM, NpoTekaBwel Ha QoHe 3pPO3uM LWEWKM MaTKM, MHOroBoauA,
XPOHUYECKON BHYTPUYTPOOHOM MMNOKCUKM NAoAJa, AUCTpecca Naoda, KOHGMKTa ¢ NynoBMHOM, yrpo3bl NpepbiBaHMA 6epemeHHocTM B 19
Hegenb, B 22 Heaenu, B 25 HefAenb, BPOXKAEHHOMO MOPOKA PasBUTUA NA0AA — MMMNOXOHAPOAMCNAA3UMN KOoHeYHOoCTel (BbisBaeH no Y3U
nnoga B 23 Heaenu, r. Mocksa, ®IBY «HUAMMIM nm. B.U.Kynakosa» )

Pogbl 1 cpoyHble B roIOBHOM NpeasiekaHnm, nytem onepauum kecapeso ceveHue. MIPOM 104 37mumH. OKononaoaHbie BoAbl CBET/bIE.

Poanncs poHOWeEHHbIN Manbyiunk ¢ Becom 2790 rp., ANMHOM Tena 42 cM, OKPYXKHOCTbIO ro/10Bbl 36 cm, rpyamn — 29 cm. OueHeH no wkane
Anrap 5-6-6 6annos.

CocTosiHMe NpU POXKAEHUM TAXKEN0Ee 33 CYET AblXaTe/IbHON HeA0CTaTOYHOCTM 3 cTeneHun. M3 poanibHOro otaeneHna pebeHoK nocTynun
B OPUTH c auarHosom: MHOXKecTBEHHble MOPOKM Pas3BUTMA. XoHApoaucnaasus. PacwennHa TBepaoro M markoro Heba. MmMnonnasma
Nerknx? AbixateNnbHas HeOCTaTOYHOCTb 3 CTeMNeHu.

C poxaeHua npoBogunacb pecnupatopHasa Tepanua: UBJ1 B pexxume SIMV B TeyeHue 18 pHeld, 3aTem NpoBOAMIach AoTauma
YBNAXKHEHHbBIM KMCNOPOLOM C NOMOLLBIO «KUCI0POAHOM NanaTku» - 10 gHelt, B nocneaytowem - B/ 8 pexkume SIMV, HFV-5gHel.

Mpy noctynneHmn obpawanm Ha cebs MHOXKECTBEHHble MOPOKKU Pa3BUTUA: BonbluMe pa3mepbl FO/10BbI, BbICTynatowmii 106, naockoe
MU0, MUKPOTEHWA, PacLLeIMHa MATKOTO U TBEPAOro Heba, KopoTKas LWed, TMNonAasua rpyAHON KNEeTKN, YKOpoYeHNe KOHEYHOCTEN.

PeHTreHONOrMYeckn MMeno MecTo yKopodeHue TpybuaTtbix Kocter u pebep, meTadmsbl AMUCTANbHbIX OTAENOB MJEYEBbIX KOCTEN
pacwmpeHbl, a begpeHHbIX U BonblebepLoBbIX KOCTEN He onpeaenstoTcs. MATOYHbIE M TapaHHble KOCTU He BWU3yanusupytotcsa. Agpa
OKOCTEHEeHMA NO3BOHKOB NOACHWUYHOIO OTAENA NO3BOHOYHMKA, KPECTLLOBOM U NOBKOBbLIX KOCTEN OTCYTCTBYIOT.

B cBA3N C BbIABNEHMEM MHOMKECTBEHHbIX NMOPOKOB Pa3BUTUA, PeBEHOK MPOKOHCY/bTMPOBAH reHeTMKOM. Ha OCHOBaHWMM aHamMHesa
maTepy, GEeHOTUNUYECKMX [AHHbIX, PEHTTeHON0MMYeckoro obcnefoBaHWA HOBOPOXKAEHHOro Obln 3anogo3peH cuHApom JlaHrepa —
CanguHo ( meTadmsapHasa XoHApoAMCNNA3nuA ).

ManbyuK 6bin OCMOTPEH AETCKMM XMPYProm. MocTasfieH AnarHos: PacwennHa TBepLOro U MArkoro Heba.
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MpoBeaeHa peHTreHorpadua opraHoB rpyaHoM KNeTku - MpusHaku BPOXAEHHOW NHEBMOHUWU. TUMOMEranms.

Mo aaHHbIM OAK — neiikouuTos 4o 22*109/11 CO CABUTOM /IeKorpaMmmbl BNEBO.

Mpy ayckynbTauumn Nerkux BbICNYLUMBANNCD BAAXKHbIE MENKOMNY3blpyaTble XpuMnbl B 6a3aNbHbIX OTAENAX NIerknx ¢ AByX CTOPOH. Mpwu
caHaumu TBJ[, oTmevanocb 60/blIOe KOAMYECTBO CEPO3HO - CAM3UCTOrO oTaensemoro. bbina HasHadeHa aHTMOGaKTepuanbHaa Tepanus,
MYKO/IUTUYECKME Npenapatbl, WHPY3MOHHAA Tepanusa MU YacTUYHOE MapeHTepasibHoe NUTaHWe, 3HTepabHOe 30HA0BOE NUTaHKe.

Mo AaHHbIM HepocoHorpadun NpU POXKAEHUM U B AUHAMMUKe BbiaBaeHa gunataums 6okosbix, lll n IV xenyaodukos, 3aTem yrposa
CyOKOpTUKaNbHOWM Nenkomanauun. Yepes mecsal, nocne poxAeHUs — YMepeHHas aunaTtauma BGOKOBbIX KenyaoukoBs, IV Kenymouka,
CybKOPTUKaNbHas NernKomanaums.

HoBopoxAaeHHbI 6bl1 OCMOTPEH HEBPOJIOTOM MPU POXKAEHUM U B AUHAMUKe: MepuHaTasbHOE TMNOKCMYECKoe MopakeHne HepBHOM
cuctembl.  LlepebpanbHaa wuwemuns 2,0cTpbiit  nepuod. Yepes mecauy, nocne poxaeHua - CyBKoOpTMKanbHaa nelikomanaums.
MmppouedanbHbii CMHAPOM. HazHayeHa HOOTpOMNHasA Tepanus.

MpoBeaeHa KOHcybTaLmMsA 0dTaNbMO/I0ra, Y MasibuMKa BbIABEHA YacTUYHAA aTPodUA AMCKOB 3pUTE/IbHbIX HEPBOB 060MX I1as.

Mo pesynbtatam [AIXO-KI obHapy»eHo ¢GyHKUMOHMpYloLee oBasbHoe OKHO 0,5 cm. OTKPbITbIA apTepuanbHbii npotok 0,25 cm.
PebeHOK 6bln KOHCYNIbTUPOBAH KapAnoI0rom.

Yepes mecsl, }KM3HU NO AaHHbIM peHTreHorpadum: BpoHxonerodHas amcnnasua (B/14). Tumomeranus 3-4 cteneHn. Hayato neyeHue
B[] cornacHo npoToKony.

3a nocnegHve cytkn npebbiBaHuAa B OPUTH cocToaHMe pebeHKa yXyAWwunocb A0 aroHa/fbHOro 3a cyeT AeKOMMEHCMPOBaHHOM
ObIXaTeNbHON Hef0CTaTOYHOCTM, OCTAHOBKU CEpAEYHON AEeATeNIbHOCTU. PeaHMMaLMOHHble MeponpuATUA Bblav NPOBeAEHbl B MOSHOM
obbeme, 6e3 adpdekra.

B Bo3pacTte 2 mecaues 28 aHelt 10 4acoB 3 MUHYT KOHCTaTUPOBaHa Brosornyeckas cmepTb pebeHKa (MnaaeHYeckas CMepPTHOCTb).

Tpyn pebeHKa 6bl1 HaNpaB/ieH Ha NaTo/I0r0aHATOMMUYECKOE BCKPbITUE C ANArHO30M:

OcHoBHoe 3aboneBaHne: MHOXeCTBEHHble NOPOKM pa3suTma (CuHapom flaHrepa - CanguHo )

KoHKypupylolee 3abonesaHune: bpoHxoneroyHasa auMcnnasus.

OcnoHeHne 0CHOBHOro 3aboneBaHuA: [bixaTeNbHas Hea0CTaTOYHOCTb 3 cTeneHn. OCTpas cepAeyHo - CocyaAncTan Heg0CTaTO4HOCTb.

ConytcrBytolee 3abonesaHne: CybKkopTUKanbHasa nenkomanaums. fmapouedanbHblii CUHAPOM.

000 0,5 cm. OAMN 0,25 cm.

YactnyHas aTpoduma OMCKOB 3pUTE/IbHbIX HEPBOB 060MX rNas.

PacLuenvHa TBepaoro U markoro Heba.

BpoKAeHHasa NHEBMOHMA B aHamMHe3e.

doHoBoe 3aboneBanHne: Tumomeranua 3-4 ctenexu.

OTMeueHO CoBNaZeHNe KIMHUYECKOTO M NaTo/I0r0aHaTOMUYECKOTo AMarHo3a.

Cnepyet OTMETUTb, YTO cMHAPOM JlaHrepa - CananHO - pefiKoe ayTOCOMHO-AOMMWHAHTHOe 3aboneBaHne, UMetoLLLee MHOXECTBEHHbIe
NMOPOKM PasBUTUA U NpeacTaBndeT coboi BoNbWOW MHTEPEC C NPaKTUYECKOW TOYKM 3peHuA. HeobxoaMMOo NOMHUTb M 3HATb O TaKOM
HacnencTBeHHOM 3abonieBaHUWM, MpPU  KOTOPOM NpeHaTasbHad W MONEKYNAPHO-TEHETUYECKAA AMArHOCTMKa Ha pPaHHUX CPOKax
6epemMeHHOCTM 3aTpyaHeEHa.
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