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| Cunpgpom Hos—JlakcoBon (Neu—Laxova syndrome,
NLS) — Taxenoe reHeTmyeckoe 3abosieBaHue, Conpo-
BOXAawLLeecs 3a0ep>XKon BHYTPUYTPOOHOro pas3sutma
N MHOXeCTBEHHbIMM nopokamu. NLS Bnepsble 6bin onu-
caH B 1971 r. R. Neu, rogom cnycTsa JlakcoBa coobLimna
0 Tpex NoJo6HbIX ciy4asax y 6MM3HeloB, poauTenn Ko-
TOPbIX COCTOSANN B 6NM3KOpoACTBEHHOM 6pake [1—3].
OTOT CMHAPOM B NOMyAALMM BCTPEYaAETCH OYEHb PELKO,
K 2005 r. B MeguLUHCKOM nutepaType nMmernockb 64 onu-
CaHus KIIMHUYECKMX CINlyHaeB [AaHHOro CUHAPOMA, U3 HUX
6,25% 60nbHbIX 661K BbIxoguamu n3 Typuun. OnmucaHo
pOXOEHNE HECKONbKUX AgeTen ¢ nogobHbiM 3abonesa-
HMEM B OHOW cembe. Halle cnyyam faHHoro cMHgpoma
BCTPEYAlOTCA B CTpaHax, rge npakTukyrTcsa 6InM3Ko-
poacTBeHHble 6paku [4]. C. Scott n coaBT. onucanu ero
OCHOBHbIE CMMMTOMbI: NATONOrMA nnaueHTaumm, Npueo-
Jswan K rpybor 3afepxke BHYTPUYTPOOHOro pasButus,
BbIpaXEHHbI OTEK MOAKOXHOW KreTyaTku, aKTodep-
MasibHasa gucnnasus, TaXenble NOPOoKM pa3BUTUS TOMOB-
Horo moara [5].

MHorne aBTOpbl AalT ONUCaHWE MHOrOYMCMEHHbIX
npu3HakoB NLS: mukpouedanus, nxtmoandopMHble n3-
MEHEHUNS KOXW, BbIPAXEHHbIN OTEK KINEeTYaTKu, BbICTY-
narLLMi 3aTblfIOK C PE3KO CKOLLUEHHOW NTO6HOM KOCTbIO,
narogranbM n 3K3oTaneM, MrMNEPTENOPU3M, MUKPOrHa-
TUSA, KOpOTKas Lwesd, Aedopmaumsa KUCTEN, CUHOAKTUINSA

nanbuUeB KUCTEN M CTOM, cTona-kayanka, crmbarenbHbie
KOHTPaKTypbl KOHe4YHOCTewn. [Npn ayToncum BbISBASAIOTCA:
aTpodumsa N3BMAMH MO3ra, areHe3ms MO30MIMCTOro Tena,
runonnasusa Mo3xXeyka, nucaHuedanua n gucnnasvsa ner-
Kux [6].

B 1982 r. C. Curry 1 coaBT. No Hanbosiee xapakrep-
HbIM Npu3Hakam pasgenunu 6onbHbix ¢ NLS Ha Tpum rpyn-
nbl. B nepson rpynne Hanbonee 4acTo BbISBAAOTCA COYe-
TaHWA KOHTPaKTyp CyCTaBOB KOHEYHOCTEN, CUHOAKTUNNS,
NXTNO3N(OPMHbIE M3MEHEHUA KOXM, CTOMbI-Kayankw,
HapyLleHns docopHo-Kansunesoro ob6meHa. Bropas
rpynna xapaktepusyeTcs NpenmyLLecTBEHHO NopaXeHu-
€M KOXW B BMae Mxtnosa (nnog AprekuHa) 1 MacCuBHbIX
OTEKOB KUCTewn 1 cton. B TpeTben rpynne yacto Ha6nwopa-
0T COYETaHME NXTMNO3a, KOHTPAKTYP Y YKOPO4EHNS KOHEY-
HocTem [7].

PasnuyHble BapmaHTbl KNMHUYECKNX NPOSBIIEHNIA CUH-
OpoMa MOATBEPXAAlT ero reteporeHHocTb. artoreHes
3abofieBaHMa Heu3BecTeH, npegnonaraetcs, 4to NLS
npeactaenaeT cobor KOMMNNEKCHYIO HEMPOIKToaepMarb-
Hyl0 aucnnasuio. Tun HacnepoBaHWs OAHHOrO CUHAPO-
Ma, BEPOSATHO, ayTOCOMHO-peLeCCuBHLIN. "'eHeTuyeckas
MyTauus, oTBETCTBEHHaa 3a pasBuUTUE CUHAPOMA, He
noeHtnduymposaHa. K. Siklos 1 coasT. coobLumnm o cny-
Yyae NLS (cheHOTUNMHECKN U3MEHEHMS HA KOXE COOTBET-
cTeBoBanu nnogdy ApnekuHa), rae 6bina sepudmumposaHa
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ABCA 12-a myTaums. Pogutenu pebeHka n 3gopoBas ce-
cTpa 6bIn reTepo3nroTbl NO 4aHHOM MyTaumm [8].

B HekoTOpbIX Nybnvkauusax oTMevaeTcs TeHAeHums
K YBENIMYEHUIO 4YMcna 3aperncTpMpoBaHHbIX Cly4aes
NLS, a Takxe NOBTOPHbIE Cly4an poXAeHUs OeTen ¢ faH-
HbIM CMHOPOMOM B ofiHoM cembe. N. Meguid n S. Tuntany
npeacTaennu Ase cembn 13 Ervnta, B KOTOpbIX poxpaa-
NUCb AETN C MHOXECTBEHHbIMM NMOPOKaMKN pas3BuTUS, OMK-
cbiBaembIMn Kak NLS [9].

NLS wn3BecTeH Kak 3aboneBaHue c Hebnaronpu-
ATHbIM T€YEHWEM W NPOrHO30M, NPOJOIIKUTENbHOCTb
XW3HN HOBOPOXAEHHbIX AETEW OYEHb KOPOTKas, YacTbl
cny4an mepteopoxgeHus. Camasa gnutenbHas Npogon-
XUTENbHOCTb XU3HM pebeHka ¢ NLS (9 Hep.) onucaHa
M. Ugras [10].

MpeHaTanbHas AuarHoCTMKa LaHHOrO cuHOpoma
B NpakTUyecKon MeauumHe BO3MOXHa ¢ 32 Hefd. recrta-
L1 C MOMOLLbIO YNbTPa3BYKOBOro o6cnefoBaHnsa nnoga:
BbISIBIAIOTCH BbIpaXeHHas 3afepXkKa BHYTPUYTPOOGHOro
pasBuTUSA, 3aKpbITUE POSHNYKOB Yepena, MukpoLedanus,
YKOPOYEeHWe LLen, peTporHaTus, orieKCopHble YCTaHOBKM
KOHEYHOCTEWN, BbipaXXeHHble OTEKN MATKUX TKaHer [11].

MpenctaBnsem cnydan NLS, BbIABMIEHHbIA Yy HO-
BOPOXAEHHOro pebeHka, MOCTynNuBLUEro B BO3pac-
Te 3 cyT. B oTAefieHne nNaTosiorMm HOBOPOXAEHHbIX
CaHkT-leTepbyprckor negmaTpuyeckon MeguunMHCKON
akagemum.

PebeHoK poguncsa oT NATON 6epeMeHHOCTU, MNATbIX
CPO4HbIX caMocToATeNbHbIX podos. bpak, co cnos mare-
pv Manb4vKa, HeO6NM3KOPOACTBEHHbIN, POaUTENU OO0 ne-
pee3na B CaHkT-lMNeTepbypr npoxusann B HEGOMNbLLIOM
ropoge Ha CeBepHom KaBkase. B cembe nepBbii cMbC
(ManbymkK) poamncs ot Nepeoit 6epeMeHHOCTN 6e3 BHELL-
HMX NPM3HAKOB MOPOKOB Pa3BUTUSA, [0 4 MEC. XKU3HM Obin
3[0pOB, YMep B BO3pacTe 6 MeC. OT OCNOXHEHWI reHepa-
NM30BaHHON BUPYCHOW MHeKumn. BTopor cmbe oT BTO-
por 6epeMeHHOCTU (OeBo4ka) — 34opoBa. TpeTuii u veT-
BepTble CMOChI (ManbyYMKn) pOQNANCL C MHOXECTBEHHbI-
MW MOPOKaMu pasBuTKs, Co cnos, cxoxmmu ¢ NLS, ob6a
ymepnu B 1-i1 Mec. XU3HW.

Haw naumeHT pogmncs B CPOK, B Ta30BOM npeanexa-
HWUW, C NPM3HaKaMu Nerkon acumkcmm (oLeHka no Lkane
Anrap 7/8 6annoB), 3akpu4yan cpasy Mocne poXaeHus.
VY pebeHKa 0TMEeYanuchb BbIPaXXEHHbIE NMPU3HAKN 3afepX-
KW BHYTPUYTPOOGHOro pasBuTusa (Macca npu poxpeHun
2230 r, anvHa Tena 44 cMm, OKPY>XHOCTb rofioBbl 26 CM,
OKPYXHOCTb rpyamn 31 cMm). Bbinv BbISIBNEHbI MHOXECTBEH-
Hble NMOPOKW PasBUTUSA, UXTUO3, MACCUBHbIE FreHepanu-
30BaHHble OTEKU MArKMX TKaHeh. COCTosHME HOBOPOX-
OEHHOro pe3Ko yXyALWWIoCh B NepBble Xe 4Yacbl nocne
POXAEHWS, N Ha TPETbU CYTKM XN3HWN PEGEHOK B TSXXKENOM
COCTOSIHUM 6bIN NepeBefeH B OTAESIEHNe NaToiorMm Ho-
BOPOXAEHHbIX.

Mpn ocmoTpe obpaluano Ha cebs BHUMaHue coyeTa-
HME MHOXECTBEHHbIX AedeKTOB pa3BnNTUA U yHUBEPCATlb-
HOrO MOPaXeHWs KOXHbIX MOKPOBOB. I3MeHeHns1 Ha kKoxe

XapakTepu3oBannCb BblpaXXEHHbIM FMNepKepaTo30oM Ha
hoHe TOoTanbHOM 3pUTEMBbI N OTEYHOCTU. PoroBble Ha-
CMOeHWs BHavane npegcTaBnsim co6om euHyo NOTHYO
NEHKY XXenToBaTo-Cceporo LBeTa, Kotopas malepupo-
Banacb B 061acTu LUen 1 B NaxoBbIX CKiagkax, obHaxas
y4acCTKM He3alMULLIEHHOro anugepmMmca, u 6eina o6unbHO
MOKpbITa TPELUHAMU U MUKPO3PO3UAMU. Ha OTKpPbITbIX
y4acTkax ruvnepkeparo3 HanomMuHan MniOTHbIA TOHKWUIA
neprameHT. V3-3a HaTaXeHUsa KOXM OTMeyvarsncs BblBO-
pOT BEPXHUX BEK (3KTPOMMUOH) U pTa («pbiBUN» poT), 4TO
NPensaTCTBOBASIO 3aKPbITUIO PTa U CMbIKaHWIO BEK (CM. pu-
CYHOK, a). Npu BbICbIXaHUM U pacTpeckMBaHUM POroBoWn
Cnow oTToprancsa KpynHbim nnactom. OTmedancs runep-
Kepartoa NlagoHel U NoJoLLB.

Y naumeHTa Habnganvcb criegyroLme nopokn pas-
BUTUA: MUKpoLedanus ¢ pe3Ko CKOLLEHHOW NO6HOW Ya-
CTblO MO3rOBOr0 Yepena U HaBMCaloLMM 3aTbIIKOM, OT-
CYTCTBME POAHMYKOB, NOTHOE 3aKpbITME LUBOB Yepena,
3K3oTanbM, rmnepTenopuam, LenesmaHbIn poT, KOpoT-
Kas LWes BblpaXKeHHble MMOTHbIE OTEKN MSArKMX TKaHewn
(cM. pucyHOK, 6), hNEKCOPHbIE KOHTPAKTYpPbl KOHEYHO-
CTeln, natosiormyeckas yCTaHOBKa KUCTEN C dpriekcuen
nanbues (CM. PUCYHOK, &), CUHOAKTUANA NanbLeB KOHeY-
HOCTEW, CTOMbl-Kayanku (CM. pUCyHoK, B). CnoHTaHHas
AsuratenbHas akTMBHOCTb oTcyTcTBoBana. lNepuoguye-
CKM OTMeYanucb OTBeAeHMe rnasHbix A6510K U poTaTop-
HbI rpy6bIA HUCTArM, KOTOpble 6bIIN pacueHeHbl Kak
3KBMBanNEeHTbl cypgopor. eHepann3oBaHHas NapokCcus-
MarnbHas aKTUBHOCTb B BMAE CEPU KITOHUKO-TOHNYECKUX
cygopor gnutenbHocTblo 10—20 cekyHA nosisunachk ¢ 3-m
Hepenu Xu3Hn. CocaTenbHbI U Apyrne 6e3yCcrioBHble
pecdriekcel oTcyTcTBOBanu. ny6okne pedrnekcel 6b1num
PEe3KO CHWXEeHbl Ha (POHE rMNepTOHyCa MbILUL, KOHEYHO-
cTen. B crubaTenbHbIX 1 NPUBOAALLMX rpynnax MblLLL, KO-
HEYHOCTEW N AJIHHBIX BbINPAMUTENSAX CMMHBI OTMEYanoch
3Ha4YNTEeNbHOE YCUIEHWe MbIWEYHOro ToHyca, BCreg-
CTBME KOTOPOro pe6eHOoK NpuHUMan BbIHYXAEHHYIO No3y
C 3anpokupbiBaHWeM rofiosbl, hrekcren n npusegeHem
KOHE4YHOCTEMN.

Ha 6-1 fieHb X13HM cocTosiHne pebeHKa pes3ko yxya-
Lwmnocb, emy notpeboBanacb pecnupaTopHas noaaepx-
ka (nepeBopf Ha annapaTtHoe AbixaHue). ObLiee cocTos-
HWe pacueHUBanoCh kak KpawmHe TsXXesoe: oTMevanach
Bblpa>K€HHas AblxaTenbHas HeQoCTaTOYHOCTb, HapyLLe-
HWe remMognMHamukun. BbiiBNeHO yrHeTeHne BCex pocCT-
KOB KPOBETBOPEHUS (aHEeMUs, NeNKONeHus 1 TpomoéoLm-
TOMeHus).

Bbino nposefneHo na6opaTopHO-UHCTPYMEHTaslbHOe
o6cnenoBaHne HOBOPOXAEHHOro pebeHka. Mpu peHTtre-
HONOrM4eCcKoM 06CnefoBaHnN rpyqHON KNeTKN BUAUMbIX
NMOPOKOB Pas3BUTUA BbISIBEHO He 6bIno. Mpn MynsTUcnu-
panbHOM KOMMbIOTEPHOM TOMOrpadum rosioBHOro Mo3ra
onpepensanmncb yMeHbolleHne obbema TKaHu ronoBHOMO
Mo3ra, OTCYTCTBME 60PO3[, KOPbI FOIOBHOrO Mo3ra 1 Mo-
30/IMCTOrO Tena, runonnasnsa Mo3Xe4ka, BEPTUKanbHOe
HanpasneHue narepanbHbIX 60p034, BblpaXXeHHas BEH-
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Puc. CuHapom Hos-J1akcoBoit:

a — 00LLWit BUI, HOBOPOXXEHHOTO: (PIIEKCOPHbIE KOHTPAKTYPbI, 3aNpOKMblBAHWE FONOBbI, BbIPAXKEHHbIA OTEK MSAT-
KX TKaHel, UXTUO3MMDOPMHbIE M3MEHEHUS KOXI; 6 — MUKpoLedanus, CKOLLEHHbIA N06, «pbl6Wii» PoT, KOPOTKas
Les, peTpodhiekcus, Ha KoXe TynoBuLLa — OTEYHAs IPUTEMA W LLUENYLLEHNE; B — U3MEHEHUS B BUIE CTOMbI-Ka-

Yanku, CAHAAKTUANK nanbLeB CTOMbI, a TAKXe 04ari KpynHonnacthH4aToro wenyweHusa

TpuKynomeranus 60KOBbIX XEeNy[o4yKoB, paclunpeHue
cybapaxHomnparnbHbIX MPOCTPaHCTB. B knMHM4eckom aHa-
nnM3e KpoBM BbisiBNANAck nerkonexnms go 3,5—4,0 - 10%n,
aHemus (aputpoumTsbl fo 2,9 - 10'2/n), TpoMGoLMTONEHUS
(mo 101 - 10%n). Mpw GUOXMMUYECKOM UCCRESOBaAHUM KPO-
BM ypoBeHb 06LLero 6efika Haxoguscs B npegenax Hop-
Mbl (52 r/n). YpoBeHb 3NEKTPONUTOB CbIBOPOTKM TakxXe
He oTnunyancs oT HopMel. BbiNno o6HapyxeHo peskoe yBe-
nnyeHne copepxanua C-peakTuBHoro 6enka go 89 mr/n
(Hopma 0—5 mr/n). OTMe4Yanucb aNU30Abl rMnNeprivke-
MM go 12 mMmone/n.

O6cneposaHne Ha TORCH-cuHgpom mMeTogoMm vm-
MYHO(PEepPMEHTHOro aHanms3a (Ka4yeCTBEHHbI MeTOoA)
KpoBW pebeHKa Ha 1- Hep. XW3HM He [ano nonoxXwu-
TenbHbIX pe3ynbTaToB. [MoBTOpHOE o6cnegoBaHue He
npoBoANIIOChH.

HoBopoxgaeHHbIV 6bii ABaXKAbl OCMOTPEH Bpa4oM-re-
HETUKOM, cnHapom Hosi—JlakcoBow 6bin NoaTBEPXOEH HA
OCHOBaHWM CneumnUYecKon KIMHUYECKOW KapTuHbI.

[MpoBoguMoe neyveHne BKNIOHYANO MEPONPUATUS, Ha-
npasfeHHble Ha NogaepXaHne BUTanbHbIX YHKUWIA Op-
raHnama. OcyllecTeBnanacb pecnvparopHas Nnogaepx-
Ka, 30HJ0BOE NMUTaHue, MaccumBHas aHTubakTepuanb-
Has 1 aHTUMUKOTMYeckasa Tepanus. Mo noBogy uxTnosa
pe6eHoK nony4an NpPefHN30soH B fo3e 5 Mr/Kr B CyTKMW.
CyLopOXHbIA CMHOPOM KynupoBasncs eHob6ap6uTanom
5 Mr/kr B CyTKu B ABa npvema B ka4ecTse 6a30BOW Tepa-
nuu 1 NpY Heo6xoaUMOCTU penaHmymom. Ha cboHe ropmo-
HanbHOM Tepanun AO0BOSILHO 6bICTPO YNYYLINIOCL COCTO-
SIHWE KOXW: YMEHbLUNINCb OTEYHOCTb U 3pUTPOSEpPMUS,
poroBble NNACTUHKN CTanu 6onee MArKUMU U TOHKUMM,
ncyes aKTponuoH. OgHako, HECMOTPSA Ha NPOBOANMYIO
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Tepanuto, obLlee cocTofHNe pebeHKa MoCTeneHHo yXya-
Lanoch, 1 B Bo3pacTte 8 Hef. Manb4Mk ymMep BCreacTeme
pa3BuMBLLENCA HECOBMECTUMOM C XWU3HbIO MONNMOPraHHON
He[oCTaTo4HOCTU.

MpencTaBneHHbIN HamMK crnyvar OEMOHCTPUPYET Ba-

C POXAEHWEM B OOHOW CeMbe Tpex AeTeill C TAXEeNbIMU
reHeTU4eCKMMU HapyLleHUaMKU. [eHeTU4YecKoe KOHCYIb-
TUPOBAaHME W PaHHAS NpeHaTanbHas guarHocTuka (npo-
BE[leHNe CEepuINHOro ynbTPa3ByKOBOrO UCCefoBaHUs)
NOMOryT n3bexarb POXAEeHUS B AaHHOW ceMbe 60SbHbIX
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