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Pesiome
OnucbIBaeTCA KAMHWYECKMI ONbIT BeAeHMA MauMeHTa C BPOXAEHHbIM 3aboneBaHvem (MaHaMbyno-dpaumanbHbIM AM30CTO30M),
BO3HMKAIOLWMM B pe3y/ibTaTe NOParKeHMaA CTPYKTYP, NCXOLALLMX U3 NepBOo KabepHon ayru.

Kntouesble cN0Ba: reHHble MyTaLuuy, aHOManus pas3suTUsA, CMHAPOM PpaHuecKeTTH

MaHanbyno-daumanbHbIA AM30CTO3 — 3TO NOPAXKEHUE CTPYKTYP, UCXOAALLMX U3 NepBO abepHoi Ayrv, Hacieayembli Mo ayTOCOMHO-
LOMMHAHTHOMY TUNY C BbICOKOW (40 90%) NeHeTPaHTHOCTLIO M Pa3/IMYHOM SKCNPECCMBHOCTLIO NEPEMEHHON, Aaxe cpean 6ONbHbIX O4HON
cembu. MoxeT HabnoaaTbCsa B ABYX MU AaxKe Tpex reHepaumsax [1].

3ToT cuHApOM BbI3biBaeTcs MmyTauuamn B TCOF1 reHe (5932-g33.1) mam B POLRIC reHe (6p21.1) u POLRID reHe (13qg12.2),
Koanpyowmx PHK-noanmepassbl | 1 il nogpasgenexunii. OH obycnosneH ancnaasmein asmbpnoHanbHOro 3femeHTa nepeoit KabepHoi gyru
HEM3BECTHOro NpomncxoxaeHus [2]. OnucbiBaeTcA, Kak BPOXKAEHHOe HapyLleHne PasBUTUA KOCTel Yepena (Yalle BUCOYHOWM KOCTU) M nua,
XapaKTepu3yeTca ABYCTOPOHHEN CUMMMETPUYHON OTO-HUMHEYENOCTHON aucniasvein 6e3 aHOManuii PasBUTUA KOHEYHOCTEM, OH TaKKe
CBA3aH C HEKOTOpbIMK AedeKTamu ronossl 1 wewm [3].

CnHaom ®paHyeckeTTH - peakoe 3abonesaHune, BCcTpedatoweeca B 1 cayydae Ha 50 000 aetein, poXKAEHHbIX 3KUBbIMMU.

OnddepeHumanbHaa AMarHoCTMKa NPOBOAUTCA C CUHOPOMOM [1a30-yLWHO-MO3BOHOYHOW Aucnnasun FonbaeHxaapa, Npu KOTOpo
nMmetoTca annbynbbapHble AEPMONABI, YACTO CBA3aHHbIE C KOIOBOMOI BEPXHETNO BEKA, YLWIHbIE OTPOCTKU U NPEeAyLUHbIE CtOHHbIE GUCTYAbI,
HapyLleHWe CTPOEHUSA HAPYKHOTO C/lyXOBOTO MNPOXOAa WM TYrOyxoCTb, LWEWHbIM CMHOCTO3, YBE/IMYEHME KOJIMYECTBA TPYAHbIX WAU
NOACHWYHbIX MO3BOHKOB, M ApPYrMe aHOMauMKM NO3BOHOYHMKA. YacTo HabatodaeTca BbiCOKOe pacluenneHHoe Hebo, pa3fBOEHHbIN A3bIK U
aHomanuu 3y6os [4, 5].

HecmoTps Ha Hannume pazHoobpasHbIX aHOMaNWM, NPOTrHO3 NPU cUHAPOME DpaHYecKeTTM 6aaroNpPUATHBIN. ITUONOTMYECKOTO lIeYeHUs
He CyLLEecTBYeT, MO BO3MOXKHOCTM MNPOBOAAT NJACTMYECKME onepaumu. TMbenb NauMeHTOB Yalle HacTynaeT OT MHTEPKYPPEHTHbIX
3aboneBaHui.

OnucaHne KAINHUYECKOro cny4yas

Mog, Hawmm HabnoaeHeM HaxoaM1acb HOBOPOXKAEHHAA AOHOLWEHHan aeBoyka Mapus ., poausluanca ot 6 6epemeHHOCTH, Ha GpoHe:
OTEKOB, BbI3BAaHHbIX HEPEMEHHOCTbIO, XPOHUYECKOW BHYTPUYTPOOHOW FMMOKcMM naoga, detoniaueHTapHoOW HeoCTaTOYHOCTU, BereTo-
COCYANCTON ANCTOHUM MO MMNEPTOHNYECKOMY TUMY, XPOHUYECKOTO racTpuTa. B 20 Heagenb MaTb Npoxoauna fiedeHne no noBoAy OCTPoro
TOKCOM/Ia3M03a, OTMeYanocb MHorosoaue, B 34 Hefenm y pebeHKa BbisiBIEH MOPOK MoyeBbiBoAALLen cucTembl (MBC). Pogpl 3 cpoyHble B
ro/0BHOM npeganexaHmm. Macca pebeHKa npu poxkaeHum 2800 rpammos, pocT - 50 cm., ¢ oueHKow no wkane Anrap 4, 5, 5 6annos.

M3 poannbHoro 3ana pebeHok noctynun 8 OPUTH B TAXKEIOM COCTOSIHUM 3a CYET ABNEHWUI AblXaTe/IbHON HEeAOCTaTOMHOCTM 3 CTeneHHu,
HEBPONOIMYECKOW CMMMTOMATUKM, 334EPKKM BHYTPUYTPOOHOrO PasBUTUA, KOKHOIO remopparmyeckoro cuHapoma. C poxaeHuna no 20
CYTOK KM3HM MPOBOAMNACH PECMMPATOPHAA Tepanus, 3aTem, B TeyeHWe 7 AHeW AplxaHWe Yepe3 BO34yXOBOZ, B NOC/AEAyHOLEM -
CMOHTaHHOE, /IMIWb NPW  HapacTaHUW AbIXaTeNIbHOM HEeAOCTAaTOMHOCTM MNEPUOAMYECKM HYKAANacb B MOCTAHOBKE BO3A4yX0BOAA.
MpoBoannocb 30HAO0BOE KOPMAEHME.

Ob6pawanu Ha ceba BHUMAHNE MHOMECTBEHHbIE MOPOKM PA3BUTUA: BbIpaXKEHHAA MUKPOTEHUs, TMNONNA3NA CKYNOBbIX KOCTeW, 60/1bLLOM
KOBOBUAHbINA HOC», KOPOTKMI GUALTP, TNA3HOW MMNoTenapusm, MUKPodTasbMmUA, aHTUMOHIONOUAHBIA Paspes rnas, «NTUYbe ANLOY,
nebopMaLma YLLHbIX PaKOBUH (HU3KO PacnonoXKeHHble, 6oblme yLimn), TMNonaasmMa HOTeBbIX NAACTMHOK (Ha KUCTAX M CToMax), LWMpoKas
rpyAHas KNeTKa, COCKOBbLIM rMMepTenapusm, BblparkeHHas 61e4HOCTb KOXKHbIX MOKPOBOB. B €BA3WM C BbiABAEHWEM MOPOKOB PasBUTUA U
b6onee 5 cturm amcambpuoreHesa, pebeHOK KOHCY/NbTUPOBAH reHeTMKOM. Ha OCHOBaHWWM ¢eHOTUMMMYEecKUX AaHHbIX 0bcnenoBaHUsA
MeTO0M CMHAPOMOIONMYECKOrO aHaAM3a 6bln 3anoao3peH cMHApPomM OpaHYecKeTT!: ayTOCOMHO-A0MUHAHTHOe 3aboieBaHme.

MauneHTKe 6b110 NPOBEAEHO KAPUOTUNNPOBAHWE, BbIABAEH HOPMA/bHbIM KEHCKMIA KapuoTun (46 xx).

PebeHOK Haxogmncs Ha 30HAOBOM MWUTAHUWM, HA TPETbU CYTKU KM3HU AeBO4YKa Obla NPOKOHCY/bTUPOBaAHA AETCKUM XMPYProm Mo
noBoAYy HENPOXOANMMOCTM HOCOBbIX XO0A0B. NocTaBneH gnarHos: BINP. ATpe3na xoaH.

Kpome Toro, gononHutensHo notpeboBascad OCMOTP OTO/IAPUHIONOra, NPoBeAeHa NOMbITKA 30HANMPOBAHUA HOCOBbIX XO40B 30HAOM
Ne4. inarHo3: ATpe3na xoaH CNeBa, Cy>KeHne cnpasa. bbl1o pekomeHA0BaHO XMPYpPruyeckoe NeYeHre B N1aHOBOM NopAaKe.

OToakycThyecKas amuccma y pebeHka He 6blna 3aperncTpupoBaHa (3anoao3peHa TyroyxocTb).

Ha 23 cyTKM n3HKM, nocne cTabuamsauum COCTOAHMA, AeBOYKa Oblia nepeBefeHa B OTAefNeHWe NaTONOrMUM HOBOPOMKAEHHbIX W
HeZLOHOLEHHbIX AeTel AN AanbHelwero obcnef0BaHUA U NeYeHns.
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Mo paHHbIM  HelpocoHorpadun  BbiABAEHA TUMNONJAA3WA  MO3O/MCTOrO  TeNa, PaCUMPEHUE  MEXKMNONYLWaApHOW Wweam w
cybapaxHoMAaanbHOro NPOCTPAHCTBA, AMNaTauma 3 Keayaodka mosra.

Mocne yero, geBoyKa Gblla OCMOTPEHa HEBPOSIOrOM W BbiCTaB/eH AuarHos: BMP ronosHoro mosra: Mukpouedpanma? f'nonnasus
Mo30aucToro Tena. MocneacTBua MMMNOKCMYECKOTO MOPAXKEHUA HEPBHOW CUCTEMDBI, CUHAPOM ABUraTesibHbIX HapylweHui. 3aaepikka
NMCUXOMOTOPHOIO Pa3BUTUA, PAHHWUIA BOCCTAHOBUTE/IbHBIV Nepuoa.

Mo pesynbratam AIXO-KI BbiaBAEHA KOApKTaLMA aopTbl, PyHKUMOHMpYIOLEe OBasbHOe OKHO A0 0,47 cM, OTKPbLITbIA apTepuasbHbIn
npoToK - 0,4 cm. [narHo3 NoATBEPKAEH KapAMOXMpyprom, bb110 peKomeHA0BaHO onepaTMBHOE fiedeHune B 6osiee No3gHem nepuoge.

Mocne ocMoTpa OKYANCTOM, Y AEBOYKM BbiABAEHA MUKPODTAIbMUA, A TaKIKe aTPOPUA ANCKOB 3pUTE/IbHBIX HEPBOB 060MUX rnas.

Mo paHHbIM Y3W 6plowHOM NoNoCTM obHapyKeHa Ta3oBas AMUCTONWA U TMMONAA3UA IeBoM MNoYKkW. C YeTBepTOM Heaenu KU3HU
NoABUANCL U3MEHEHWA B Mo4Ye - NerKouuTypus 40 25 B nosie 3peHus, B AMHAMUKE YPOBeHb ieMKouuToB Hapoc o 40, noasuaach
npoTenHypusa. B noceBe Moun Ha CTEPUIBHOCTb BbisiBIEH yMepeHHbIn pocT E. Coli, 6bina Ha3HaveHa aHTMbHaKkTepuanbHana Tepanua. esoyka
OCMOTpPEHa AETCKMM YPOJIOTOM M, Y4YMTbIBAA HANMYME BPOMKAEHHOrO NOpoka passutua MBC, 3anofo3peHo Haauuue ny3blpHO-
MOYETOYHMKOBOIO pedtoKca B rMNONIa3MpoBaHHYI0 NOYKy. bbino pekomeHgosaHo: Y3U A0 n nocne MUKLMKM, NPOAO/IKUTL NpoBeaeHne
aHTMBaKTepPMaNbHON Tepanumn, NOCTaBUTL NOCTOAHHbIN KaTeTep, KOHTpoab OAM 1 pa3s B 2 HeZenu, a TakKe HabaaeHne u obcneaosaHune
pebeHKa yponorom B N1aHOBOM NOPSAKE, NOC/AE KOPPEKLMM NOPOKOB Pa3BUTUA.

Mepep, BbINUCKOM U3 OTAENEHUs, pebEHOK NOBTOPHO OCMOTPEH FEHETUKOM U, C YYETOM BbIAB/IEHHbIX MOPOKOB Pa3BUTUA (aTpesns xoaH
CneBa M Ccy)eHue cnpasa, chopmmpoBaBlLAAcA MUKpoLuedanna, rmnonnasma Mo3oIMCTOro Tesa, Ta3oBasa AUCTONUA U TMNONAasna nNeBow
noyku, BMNC — koapkTauma aoptbl, OAI, a TaKKe MHOXECTBEHHbIE CTUTMbl AUCIMBpUoreHesa), cMHAPOM PpaHyeckeTTn bbbl NOATBEPIKAEH.

3a BpemA HaxOXHeHWA B CTauMoHape, AeBOYKEe MNPOBOAMIOCL CMMNTOMATMYECKOe neyeHWe, HanpaB/ieHHOe Ha noAjeprKaHue
BUTaNIbHbIX PYHKLMIA U yCuaeHWe afanTaLMOHHbIX BO3MOMKHOCTEN OpraHn3ma, aHTMbaKTepuanbHas, HOOTPOMHas, MHPY3MOHHAn Tepanus u
napeHTepanbHOe NUTaHue.

Mocne npoBeAeHHOro neYyeHna n obbACHEHMA Mmame o0cobeHHOCTel yxoaa 3a pebeHKoM, He0BX0AMMOCTM XMPYPrMYeCKoN le4eHna no
BOCCTAHOB/IEHMIO NPOXOAMMOCTU HOCOBbIX XO40B, Koppekunn BMNC, HE06X0AMMOCTM AMHAMMYECKOTO HabNoAEHNA Y3KMX CNeLmanmncTos,
pebeHok nepeseaeH OKB.

B 3ak/toueHne caepyet ckasaTb O TOM, YTO HacTosllee HabatoaeHWe NpeacTaBAseT 60NbWON MHTEPEC C KAMHUYECKON TOYKM 3peHUs,
NMOCKO/IbKY KpalHe peaKo BCTPEYaeTcA B NOBCEAHEBHOM MPaKTUKe. PaHHAA AMArHOCTMKA CNOXHbIX FeHeTUYECKUX CUHAPOMOB, K KOUM
OTHOCUTCA W OMMUCLIBAEMOE HaMM KAMHUYECKOe HabntogeHue, npeactasafeT 60/blune CAOXKHOCTU. [0 Halwemy MHEeHUo, B NOAO6HbIX
CUTYaUMAX OnpaBhaHA MOCTAaHOBKA CUHAPOMOJIOMMYECKOTO AMarHo3a C YTOYHEHMeM aHOMa/sMi PasBUTUA Ha OCHOBAHUWM aHanM3a
COBOKYMHOCTU K/JMHWYECKUX [aHHbIX, [OMNOJHUTE/bHbIX MEeTOLOB 06CNefloBaHUA, C MOCNeAyHoWen XMPYpPruyeckon Koppekuuen
HapyLweHHbIX QYHKLUNNA.
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