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Hay4Heili pykosodumens: 0.M.H. CecapeHKko H.A.

Pesiome

HepeprkaHue nurmeHTa npeacTaBaseT HECOMHEHHbIN MHTEPEC, TaK KaK ABNAETCA PefKUM reHeTUYeckum 3aboseBaHMeM, U 3HAHKE ero
KNMHMYECKMX OcobeHHOCTel Heobxoammo ana avddepeHunanbHOM ANArHOCTUKKU C APYrMMU AepmaTo3amu. [nsa JaHHOM natonoruu
XapaKTepHA KOMBUHALMA KOMXKHbIX M BHEKOMKHbIX aHOManui. NMpusoamnTca onucaHmne KAMHUYECKOro cayyas cuHapoma bnoxa-Cynbubeprepa
y pebéHka B Bo3pacTe 1 mecaua.

KniloueBble cnoBa: HegepiaHue nNUrmeHTa, cuHapom Bnoxa-Cynbubeprepa

Cpeayv HacnencTBeHHbIX 3a601eBaHMI B 4€TCKOM BO3pacTe 3HaYMMOe MEeCTO 3aHUMAIOT COCTOAHMA, COMPOBOXKAAIOLWMECA NOPAXKEHNEM
KOYM, Ha KOTOPble MOXHO cpa3y 06paTUTb BHUMAHUE fAaXKe Y HOBOPOXKAEHHbIX. C 3TUX No3umumii 0cobblli MHTepec Bbi3biBaeT 3abonesaHue
«HepeprkaHne NnUrmeHTa».

HepepskaHve nurmeHta, uam cuHapom bnoxa-Cynbubeprepa B HacTofuee BpemA npeacTtaBnser cobol pefKoe reHeTuyeckoe
3abosieBaHMe, XapaKTepumayoweeca AMCNAA3NEN HAPYKHOTO U CPpegHero 3apoAbllleBOro /IMCTKA, a TaKKe HecnocobHOCTblo 6a3anbHbIX
KNETOK 3nMaepmMuca yaepusaTb MeNaHWH, B pesysibTaTe Yero MUrMeHT CKanivBaeTcs B MesnaHodopax Aepmbl U B MEXKKIETOYHOM
NPOCTPaHCTBeE.

MNepBoe onucaHMe JaHHOro CUHAPOMA BbIN0 CAENaHO aHIUICKMM Bpadyom Garrod A. B 1906 r., a wBelLapckuit gepmatonor Bloch B. u
amepuKaHcKuit neamnatp Sulzberger M. 6onee nogpobHO onucanu 1 NPoaHanU3MpPoBaAn KAMHUYECKUe HabatoaeHna (1926-27rr.).

MonynauMoHHasa 4acToTa BCTpeyaemocTu 3abonesaHua 1 : 90000 HOBOPOXKAEHHBIX, cpeau KoTopbix bonee 90% pneteld aBnAwOTCA
ML @MW KEHCKOro nona.

JaHHoe 3aboneBaHue ABAAETCA MO3aUYHbIM, TaK KaK B OpraHU3me NpPUCYTCTBYIOT FEeHETUYECKN PA3INYMMble TKAHU U3 OAHOW 3UrOTbI.
BbisBNEHbI ABa NOKYCa AN1A HeaepsKaHMA nurmeHTa: Xqll ¢ ayTOCOMHOM TpaHC/IOKaumnen u ¢ X-cuenseHHbIMU AOMUHAHTHBIMU MyTaUUAMM
B reHe NEMO.

[Ona [aHHOrO AepmaTtos3a XapaKTepHa KOMOWMHAUMA KOMHbIX W BHEKOXHbIX aHOManui. [NA KOXHbIX MPOABAEHUI XapaKTepHa
CTaANWHOCTb TeYEeHUA:

| ctapma — BocnanutenbHaa (Be3nkyno-bynnesHasn), BO3HWKAET MPU POXKAEHUM UAW B MNepBble AHM KU3HWU pebEHKa u anutca ao 2
mecaueB. Ha 3puTemaTo3HO-OTEYHOM KOXHOM MOKPOBE MOABAAIOTCA MNy3blpU W MNy3bIPbKM C MAOTHOW MOKPBIWKOW WM MPO3payHbIM
COAEPKUMbIM, SIOKANU3NPYIOLLMECA IMHENHO, Yalle Ha crubaTesibHbIX NMOBEPXHOCTAX KOHEYHOCTEN, HepeaKo Ha Ty/0BULLE, Ha Auue U
KOYKe BOJIOCUCTOM YacTU ronoBbl, 0b6pasytowme odarn No AMHUAM Bnalwko.YBennyeHne KOMYEeCTBA 3/IEMEHTOB CbiMM PacTET Mo mepe
BO3HWKHOBEHWA MOBTOPHbIX BCMbIWEK, KOTOpble ANATCA OT HECKOAbKMX AHel Ao 3-5 Hepenb. Ha mecte BCKPbLIBLUMXCA 3/1€EMEHTOB
06pasyoTcA 3p03UK C CEPO3HbIMU KOPKaMW. BbiCbiNnaHnA NoABAAIOTCA NpUcTynoobpasHo. Cansnctble 060104KM He nopaxatotca. Obuiee
cocTosiHne pebeHKa He cTpagaeT. Ha 3Toi cTaguu 3aboseBaHUA MOXKET OOHapyKMBATbCA BblpakeHHas 303MHobuaua (oo 40-50%) B
nepudepuyeckoin Kpoeu.

Il ctagua — runepTpoduueckas (nanynoBeppykosHas), passuBaetca cnycta 2-3 mecAua. [possaserca B BuAae 4YevyeBuLeobpasHbix
OpOroBeBaloLWMX Nanys, KOTopble N0KaNAU3YHTCA IMHENHO M AyroobpasHo (Mo AnHMAM Bnawko) B 06nacti BbIBLIMX 3N1€MEHTOB NepBoi
cTaamm, unm becnopaaoyHO, UMen cxo¥ee CTpoeHne ¢ bopoaaByaTbiM HEBYCOM enTo-byporo useTa. Ha nagoHAX 1 noAoLwBax BO3MOXKeEH
andodysHbili runepkepatos. Mofo6HbIe U3MEHEHUA KOXKMN COXPAHAIOTCA B TEYEHME HECKOIbKMX MECALLEB.

Il ctagma — nNUIrMeHTHas, BO3HWMKaeT B Bo3pacte 5-6 Mmec. bBopopgaByaTble ovarm paspewatrorcs € 0bpasoBaHWem
rMNepnUrMeHTUPOBaHHbIX MATEH CEPO-KOPUYHEBOrO LBETA CO CBET/IbIMM KPasMU. PUCYHOK KOMKHbIX aHOMasUM MOMeT UMeTb camble
HEeOObIKHOBEHHbIE OYEPTaHWUA: Ha KOHEYHOCTSX BbICbIMAHWUA MOXOXM Ha «OPbI3rK rpsA3n», Ha TYNIOBULLE — HA KCMUPANY, KKOMbLA» UAn
«MPaMOpPHbIV KeKc». Yale BCEro NMrMeHTaums HauMHaeT ucyesaTb B Bo3pacTe 5-6 /IeT, HO MOMKET COXPaHATLCA U Y B3pocabix (g4o 10-30
ner).

IV cTagmna — atpodmyeckan, pa3BuBaeTca He y Bcex NauMeHToB M npossasetcA yepe3 20-30 fneT XU3HU. XapaKTepusyeTcs CMeHoWM
Y4YacTKOB MUTMEHTaL MK Ha AenUrMeHTaL M1, YyMepeHHO BblpaXKeHHOW aTpoduelt KoK, 04aroBbIM CKNEePO30M.

B HacToAwWee Bpems BblaensaoT 2 dopmbl cuHapoma bnoxa-Cynbubeprepa:

| dopma - cTaguitHan (onmcaHa Bbilwe);

Il dpopma - BOCnanuTenbHasa cragus OTCYTCTBYeT: y pebéHKa B 2-3-X JieTHeM BO3pacTe NosAsAAloTcA bopoaasyaTtble pas3pacTaHua no
NIMHUAM Bnalwwko, 4acTo NpUHMMaemble 3a HeByCbl. OHM CYLLECTBYIOT A0r0, A0 NybepTaTHOro nepuoaa u Aaxke AoNblue.

BHEKOXHble M3MEHeHUA BCTpeyatoTca nodutu y 50% 60/bHbIX M yalle BCEro MPOABAAITCA aHOMA/IMAMM CO CTOPOHbI 3y6oB (65%),
opraHos 3peHua (35%), LHC (16%), a Takke cepae4yHO-COCYAMUCTON CUCTEMbI, ONMOPHO-ABUraTeNbHOMO annapaTta U MoYeBblAeNUTeNbHOM
CUCTEMBI.

OnddepeHumanbHas gMarHocTMKa 3aBUCMT OT cTaauu 3aboneBaHua. MNpu | cTagum UckAtovatoT 6ynnésHble AepmaTosbl: NPOCTOn
Ny3bIPbKOBbIM NLLIAN HOBOPOMXKAEHHBIX, CTaQUIOKOKKOBYIO (3MMAEMUYECKYIO) U CUPUANTUYECKYIO MY3bIPUYaTKKU, ByNNe3HbIA INUAEPMON3.
Mpw 1l n Il ctaguax auodepeHUMpyroT C HEBYCaMu, guckepaTo3om [apbe, BybrapHbiMu 60pogaBKkamu, 406poKavecTBEHHOW Ny3blpyaTKOM
Xennu-Xennu.

MporHos npu «Hepep*kaHUM NUrMeHTa» 3aBUCUT OT CTaAUWN U BOB/IEYEHUA B MPOLLECC Pa3/IMYHbIX OPraHOB U CUCTEM.
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JleyeHne 60NbHBIX cUMNTOMATUYecKoe. B nepuon BOCMaNUTENbHbIX ABAEHUM ANA NPOOGUNAKTUKM MpuUcoeguHeHns WHbeKuun
WCNONb3YeTCA HapyXHaa Tepanua BOAHBIMW AHWIMHOBBIMW KPACUTENAMM, AHTUCENTUYECKMMM pacTBOpamMu W npucbinkamu. MNpu
reHepasiM3aLmm NPoLecca BOSMOXKHO HasHaYeHUe Ae3UMHTOKCUKALMOHHDBIX CPEACTB, CUCTEMHbIX aHTUOMOTUKOB, FIIOKOKOPTUKOCTEPOUAOB.
B cTaguu BeppyKO3HbIX pa3pacTaHWil pPeKOMeHAOBaHbl KepaToNUTUYEeCKWe npenapaTtbl, HapyXKHble WAM CUCTEMHbIE apomMaTUyeckue
peTMHOMAbI.

Lienb paboTbl: oNMcaTh KAMHUYECKMIA CAyYalt peaKon naTonorum «HeaepikaHue nurmeHTa».

OnucaHue KAUHUYEeCKo20 cay4as

BonbHaa M. B Bo3pacTe 1 mecALa noctynuna B AeTCKy0 MHOEKUMOHHYO 60NbHULY C AMarHo3om «MHdeKLma HeacHOoM aTmonorumn». U3
aHamMHe3a U3BeCTHO, YTO pebEHOK OT 2-0i bepemeHHOCTH, NepBas HepeMeHHOCTb 3aKOHYMIACh BbIKUAbILLEM NA04a MYXCKOro nona. B |
TpUMecTpe MaTb OTMe4ana y ceba Ha beape cbinb Hanogobue repneTUYeckon, neYeHne He NPOBOAMNOCL. Poabl CPOYHbIE, ECTECTBEHHbIM
nytém. Macca pebéHka npu poxaeHun 3400 r., pocT - 52 cm, COCTOAHME PaCLLEHMBANOCL KaK yAOBNeTBOpUTEbHOE. Yepes HEecKoNbKo
4acoB KOXKa nNpuobpena APKO PO30BbI LBET, HA BEPXHUX U HUMKHUX KOHEUYHOCTAX MOABWUIUCH CrpynMnMpPOBaHHbIe Ny3blPbKU U Ny3bipu
anameTtpom ot 0,5 A0 2 cm ¢ cepo3HbIM coaepkumbiM. Mo gaHHOMY nosoay bblia nepeBefeHa B OTAENEHUN NATONOMMN HOBOPOXKAEHHbIX
C AnarHo3om «BHyTpuyTpobHas uHdekuma?». fanee c guarHozom «UHPeKLMA HeAcHOW 3TMoNOrMM» Bbina HanpaBaeHa B AETCKYHO
MHPEKLMOHHYI0 6OIbHULY A8 YTOYHEHMA AMArHO3a U 1eYeHus.

O6BbEeKTUBHO: MOPAXKEHWE KOXKM MMeeT pPacnpoCTPaHEHHbIM XapakTep. Ha KoXe HWKHUX U BEPXHUX KOHEYHOCTeM Ha spKo-
3pUTEMATO3HOM GOHE OTMEYAOTCA MHOXKECTBEHHbIE IMHEMHO PACMONOXKEHHbIe, N0 AMHMAM BrawKo, Be3nKyno-6ynnésHble BbiCbINAHUA
pasmepom ot 0,3 go 1,5 cm C rnagKon HanpsKeHHOW MOKPbLILWKOW, C CEPO3HbIM COAEPHKUMbIM. YMNIOTHEHUA B OCHOBAHUWU MNy3blpei He
onpepenatoTca. Ha Koxe 6eapa NpaBoi HUMKHEN KOHEYHOCTU M MOAKONEHHOW AMKM NEBOM HUMKHEN KOHEYHOCTW BbiCbiNaHWA obpasytoT
6AALWKKM, NOKPbITbIE CEPO3HO-reMOPPArMiecKMMM KOPKamMm.

NHbEeKLMOoHHbIN XapaKTep 3abonesaHMA bbla OTBEPrHYT B NepBble AHW NpebbiBaHUA B MHOEKLMOHHOM 6onbHULe. AnddepeHumnanbHbIn
AMarHo3 npoBoamACsA ¢ BYNNE3HBIM INUAEPMOIN3OM U IMHEAPHBIM IgA- 3aBUCUMbIM A€PMATO30M Y feTeN.

PebEHOK nonyyan aHTMOAKTEPMANbHYIO TEepanuio C Leabld NPodUNaKTUKM npucoeuHeHus bakTepuanbHoN WHbeKuuu. HapykHo
Ha3HAYaNUCb aHTUCENTUYECKME PACTBOPbLI U aHUIMHOBbIE KpacuTenu.

Ha ¢poHe npoBoaAMMOro nevyeHna OTMEYEHO 3HAUMTENIbHOE Y/yULIEeHME: IPUTEMA Yracaa, SKCCYAATUBHbIE 31eMEHTbI MOACOXAN, KOPKK
OTTOPI/IUCD.

Bblno pekomeHAOBaHO NPOAONKWUTL ObBcnefoBaHWe: KOHCYNbTauMA HeBposiora, odpTanbMoora, KapAwonora, AepmaTtonora wu
neauaTpa.

BbiBog,
Takum 06pa3om, HOBOPOKAEHHbIE C BE3UKYN0-OyNNE3HbIMU BbICbINAHUAMM, HabOAaEeMble HEOHATONOramK, TpebyoT TWATeNbHOro
obcnenoBaHMA W onpeneneHna AanbHenwWwen TakTUKN BEAEHWUA.
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