AKTYanbHOCTb
CuHgpom LTtypre-Bebepa (3HUedanoTpureMmHanbHbIN
aHrMoMaTo3) NpeacTaBAseT cobon peaKoe BPOXKAEHHOe
HelpOKOoXHoe 3aboieBaHue (pakomaTos),
XapaKTepu3yloLLeeca NPOrpeccMpytoLLmMm nopakeHmem
KOXKM, FNas, LEHTPAIbHON HEPBHOM CUCTEMDI U, B paae
C/Nly4aeB, BHYTPEHHUX OpraHoB. PacnpocTpaHeHHOCTb
natosiornm coctasnnet 1 cayydan Ha 20 000-50 000 geten
6€3 4YeTKOM N0I0BOW NPeaPacnooKEHHOCTH.
CMMNTOMOKOMMNIEKC CUHAPOMA BKtOYAET TpUaay
Kpabbe: 1-nnameHetoLime HeByCbl MO XO4y BETBEM
TPOMHUYHOTO HEPBA, 2-BHYTpUYEpenHble
06bI3BECTBNEHMUA, 3-CUMNTOMATUYECKYIO POKaNbHYIO
anuAencuo.
Lienb uccneaoBaHUA: U3y4nTb OCOBEHHOCTU TEUEHUSA U
KAMHUYEeCKMe nposasaeHnsa cuHapoma LTypre-Bebepa.
3tnonorus: 8 90% cnyvaes 3aboseBaHNe CBA3AHO C
comaTmyeckumm myTaumamm reHa GNAQ Ha xpomocome
9g21.

Poabl 2, npexkaespemeHHble B 33(+1) Hea,
6epemMeHHOCTUN, ANXOPUANbHOM AUAMHUOTUYECKON
[OBOMHEN, B TOJIOBHOM NpeasierKaHuum,
camocTosiTeNbHble. PaHHee runoToHnYeckoe
KpoBoTeyeHue. AautenbHocTb 6e3BoAHOr0
npomexytka 19 4 30 muH. 1 nepuog pogos — 4y 15
MUH, 2 nepuoga — 15 muH. OkononnogHbie BOAbI
CBET/Ible, B yMepeHHOM KoanyecTse. MNnaveHTa 6es
ocobeHHocTel. OueHKa no wkane Anrap 6-7 6annos
(ymepeHHan acduKcus).

Macca Tena npv poxxkgeHuun 1950r, anvHa Tena 43 cm,
Or 30 cm, OTK 29 cm.

Yepes 10 MMUHYT Noce porKaeHus pebeHok B
YCNOBUAX TPAHCMOPTHOrO KloBe3a Ha
CaMOCTOATENIbHOM AbIXaHWW C AONONHUTENBHOM
nogayen yBNa*KHEHHOTO KMC/I0poAa Yepes MacKy
nepeseneH 8 OPUUTHA.

®rb0Y BO «CMONEHCKMI rOCyAapCTBEHHbIA MEAULIMHCKUA YHUBEPCUTET»

MwuH3apasa Poccum

HEAOHOLWIEHHOIO PEBEHKA

NNAMEHEOLLUN HEBYC KAK MAPKEP CUHAPOMA LUTYPTE-BEGEPA: OMUCAHUE KIMHUYECKOIO C/TYYAA Y

Kadeapa rocnutanbHoOM neanaTpmmn ¢ Kypcom HeoHatonorum n N0

BbinonHwuna: HeHbko E.P.
HayuyHble pykoBoguTenu: K.M.H, goueHT BoiTeHkoBa O.B.,

4.M.H., npodeccop, 3aBeaytowan Kabegpon Anmmosa U.J1.

Martepumanbl U meToabl: [poBeAeH PETPOCNEKTUBHBIN aHaNNU3
ncropum 601e3HU NaLmMeHTa, HaXoAMBLLErOCA MOy,
HabnoaeHMeM B OTAENEHUN MATONOMMN HOBOPOKAEHHbIX U
HeaoHoLeHHbIX aeTert OTBY3 «KnuHuuyeckas 6onbHULa Nol» |
«MepuHaTanbHbIi LeHTp» (r. CMoneHck). B uccnegosaHunm
MCMNO/Ib30BaHbl AaHHble KNIMHUYECKOro 0CMOTPa,
MHCTPYMEHTaNbHbIX (HelpocoHorpaduma, Ixo-Kr) n
nabopaTopHbIX MeToA0B 06CNef0BaHUS.

Pe3ynbTatbl: MaumeHT b., My»KCKOro nosa, nepsbin pebeHoK
13 ABOMHM, C recTauMOHHbIM BO3PACTOM NpuU poxaeHun 33
Heaenwn ¢ KANHMYEeCKUM guarHosom: CuHapom LLTypre-
Bebepa. M'Mnokcuyeckm-nwemmyeckoe nopaxkerume LIHC 1
cTeneHn, CUHAPOM YITHETEHWA, BOCCTAHOBUTE/bHbIM NEPUOL.
JNarodTanbm npaBoro rnasa. MTo3 BepxHero BeKa 1eBoro
rnasa. MAAC (OO0, remoamMHaMUUYECKMN HE3HAYMMbIN
OTKPbITbIV apTePMabHBIN NPOTOK). AHEMUSA HELOHOLLEHHOTO.
MepuHaTanbHbIM KOHTaKT No HCV.

Mpwu NocTynaeHnn coctosiHWe pebeHKa pacL,eHMBaNoCh Kak
TAYKENOE, 33 CYET AblXaTe/IbHbIX PACCTPOMCTB,
HEeBPO/IOrMYECKOWM CMMMNTOMATUKKN Ha poHe HeJOHOLLIEHHOCTH,
nepeHecéHHON yMepeHHOM achUKCUM NMPU POXKLEHUN,
NMOpOKa Pa3BUTUA NPABOW NONOBUHbBI LA (OBLIMPHbIN
NnNaMeHeoLMIi HEBYC, aniasua MblLL, MLa).

Ha 3un cyTkn pebeHok nepesegeH 8 OMHH/ ana panbHeiiwero | &
obcneposaHua u neverus. CoctosaHue pebeHKa 0CcTaBanoch 1
TAXKE/IbIM C NONOXKUTENBbHON ANHAMMKOM 33 cyHeT u
YMEHbLUEHUA BbIPA*KEHHOCTMU AbIXaTe/IbHbIX PACCTPOWCTB,
HEBPO/IOrMYECKOW CUMNTOMATUKK. PebeHOK Haxoanscs Ha
30HA0BOM NUTaHUK (20 mn), € XopoLuel YCBAaeMOCTbHO.
O6BEKTUBHO: MbILLEYHBIN TOHYC ANCTOHUYEH, pedaeKchbl
HOBOPOAEHHOIO BbI3bIBaIUCh, HO BblIM 0CNabneHsl.
AYCKYNbTaTUBHO B IEFKUX BbIC/IYLLIMBANOCL OCNabneHHoe
AblxaHue 6e3 xpunos. TOHbI cepaua NPUyLIEHbI,
PUTMUYHbIE, C HAIMYMEM MATKOTO CUCTOJ/IMYECKOTO LWYMa.

AHamHe3
PebeHOK OT MaTepw C OTATOLWEHHbIM COMATUYECKUM
(xpoHWueckmnit BUpYcHbIV renatut C; XpOHUYecKas
HUKOTMHOBAA MHTOKCUKALMA; XPOHUYECKUI NnenoHedpuT,
pemuccus; }KMpPOoBOM renaTos; XPOHUYECKUA BPOHXUT
KYPWUbLLMKA; XPOHUYECKAn apTepmnabHas rmnepTeHsns) 1
aKyLlepCcKo-TMHeKonornyecknm (1 camonpomsBsosibHbIi
BbIKUAbIW; 4 MegUUMHCKUX abopTa) aHaMHe30M.
BepemeHHoCTb 7 NpoTeKkana Ha ¢oHe: 7 Hel. — BaruHUT
(caHmpoBaHa), B 12 Heg,. — OPBU (c noBbiweHnem
TemnepaTtypbl 8o 38,5 C), B 13-14 Hepa, yrpo3sa npepbiBaHus
(cTaumoHapHoe neyeHune), B 26 Hel. — aHEMUA NETKON
cTeneHu, B 28 Hea,. - OPBU (c noBbiweHMeM TemnepaTypbl 40
38,0 C), B 30 Hea,. — Npeaknamncus ymepeHHas
(cTaumoHapHoe nevenHune). Mposoannacb npodunaktuka POC
na040B AeKcamMeTa3oOHOM.

Ha 9-e cyTkM npoBeaeHO NOBTOPHOE HEBPOIOTMYECKOe
nccnenoBaHue, HelMpocoHorpadus - AaHHbIx 3a BXK Her,
axoKapauorpaduma BbiABUAA Masible aHOMAIUK PA3BUTUA
cepAua: OTKPbITOE 0Ba/ibHOE OKHO, reMOAMHAaMMNYECKU
He3Haummblli OAr. B KauecTBe meTaboanyeckon Tepanum
Ha3HaueH 3nbKap. Ha 10-e cyTku nocne odpTaibMOIOrMUECKOrO
obcnepoBaHua (narodTanbm NpaBoro rnasa, NTo3 BepXHero
BEKa JIeBOr0 rN1asa, He3pesioe rnasHoe AHO 06omx rnas)
Ha3HayeHa COOTBETCTBYIOLLLAA MECTHasA Tepanusa: 6aKTaBuT,
KopHerenb. Ha 16-e CyTKK, yunTbIBaA OTCyTCTBME
KMCI0POA03aBUCUMOCTU, AONONHUTE/IbHAA NoAaya
YBNAXXHEHHOTO KMCNOPOAA Yepe3 Macky oTmeHeHa. Ha 30-e
CYTKM pebeHOK nepeBeseH Ha KOPM/IEHUE Yepes COCKY B
obbeme no 70 mn, XxopoLuo ycBanean, B Bece npubasnan.

3aknoueHue

npe,ﬂ,CTaBﬂeHHbIVI KNAMHUYECKUI cnyqal‘& Y HEJOHOWEHHOTO HOBOPOXAEHHOIO AEMOHCTPUPYET KaK

Ha 36-e cyTKu B 0bLLemM aHaM3e KPOBM BbiiBIEHA aHEMMA, YTO NOTPe6OBaNo
Ha3HayeHVe KOMMNIEKCHOM aHTUaHEMUYECKOW Tepanun, Ha GoHe KOTOPOM oTMeYanacb
NOJIOKUTENbHAA AMHAMMUKA: CNYCTA 2 HeAen NoKasaTenn KposM HOPMaIN30BaIUCh.
Ha 38-e cyTku BbinonHeHo MPT ronoBHoro mo3sra (MP-npu3Haku He3penoro BewecTsa
roJI0BHOIO MO3ra, a TaKe 30Hbl HEOAHOPOAHOCTM BELLECTBA FO/I0BHOrO MO3ra B
TEMEHHOW 06/1aCTN JIeBOrO MOJYLLIAPUA, BUCOYHbIX 06/1acTsX ¢ 06enx cTopoH). Ha 45-e
CyTKM BbinonHeHo KT KocTel Yyepena (aedeKT cKy/10B0iM KOCTU U BEPXHEN YentocTu
cnpaBa). Ha 48-e CcyTKM KM3HM pebeHOK NOBTOPHO KOHCY/IbTUPOBAH FEeHETUKOM
(cvHapom WTypre-Bebepa).

Mpu Bbinucke Ha 50e CYyTKU XU3HU: coCToAHUE pebeHKa yaoBneTsoputensHoe. Bec
3200r, gavHa Tena 49 cm, Ol 34, OrK 33. Kopmunca yepes cocky no 90 mn, He
cpbirnean, B Bece npubasnsn. BHyTpeHHWe opraHbl 6e3 ocobeHHoCTel. B
YA0BNETBOPUTENIbHOM COCTOAHUM BbIMUCAH NOA HabtoAeHUe B MONKAVHUKY NO MeCTy
XUTeNbCTBa.

KNlaCcCUYECKME YepTbl, TaK U 0COBEHHOCTM, OCNOMKHAOLLME PAHHIOK AMArHOCTUKY. B HeoHaTasibHOM
nepuoge y naumeHTa b. 6611 BepndPpMUMPOBaH ML OAUH KOMMNOHEHT Knaccuyeckon Tpuaapl Kpabbe
— OZHOCTOPOHHUI NAaMeHeLW M HeBYC B 30He MHHepBaLuuK | v Il BeTBel TPOMHUYHOIO HepBa. 3To
NOIHOCTbIO COOTBETCTBYET INTEPATYPHbIM AaHHbIM , COT/IACHO KOTOPbIM KOXKHbI CUMNTOM ABAAETCA
BPOXKAEHHbIM M YacTO eANHCTBEHHbIM MapKepom cuHapoma LLTypre—Bebepa Ha nepsom roay
YKU3HWU. HeBponormyeckas cumntomaTuKa (cMHApom yrHeTeHua LLHC) B AaHHOM cnyyae 6bina
HecneunduyHoM 1 morna 6bITb 06yC/I0BNEHA KaK COBCTBEHHO LepebpanbHOM aHIMOMOM, TaK U
COMYTCTBYHOLLMM MMMOKCUYECKU-UIEMUYECKUM NopaxkeHnem LUHC Ha ¢poHe HegoHOWEHHOCTH 1
acodukenn. OdTanbMmoiorMyeckme HaxogKku (narodptanbm, NTo3) TPEOYIOT AMHAMUYECKOTO KOHTPOIA
ONA UCKAIOYEHUA MW NOATBEPXKAEHNUA BTOPOrO KOMMOHEHTA TpMagbl — F1ayKoOMbl UK
XOpUoUAaNbHOM reMmaHIrMombl, KOTOPbIE YAaCTO Pa3BMBalOTCA No3aHee .Takum obpasom, TeueHue
CMHAPOMA Y AAaHHOTO NaLMeHTa Ha MOMEHT OMUCAHMA MOXHO OXapaKTepn30oBaTb Kak HEMOJIHYIO,
dopmupytoLytocs Gopmy C LOMUHUPOBAHMEM KOXKHOTO peHoTMna.



