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IIpencTaBiieHbl JaHHbIE JUTEPATYPbl U COOCTBEHHOE KIMHMYECKOe HaO/oeHue pedeHka ¢ 0oJe3nblo Humanna—ITuka tuma A.
IIpuBeneHa TAKTHKA JHATHOCTHKH 3TOTO PEIKOr0 HACTEICTBEHHOrO 3200 I€BAHMS M3 IPYIIIbI JJN30COMHBIX 00JI€3HEl HAKOILIEHHUS.
IToka3zana cyioxHOCTh mudepeHnmaibHoro auarnosa 6oae3nn Humanna—ITuka ¢ aApyrumMu (heHOTUNMYIECKH CXOIHBIMHE 3200J1€Ba-
HussMu. O00CHOBAHA BAXKHOCTb IPAMOTHOTO MeMKO-TeHETHYECKOT0 KOHCYJIBTUPOBAHMS M JaH npuMep 3(h(eKTHBHOM MPeHATAIBHOM
JMATHOCTHKH.

Knrouesnie cnosa: demu, auzocommule 601e3nu Hakonaenus, 6oarezny Humanna—Iluka, kaunuka, nocmuamanvhas u npeHa-
manvbHas OUaeHOCMUKa, Aeuerue.

The authors present the data available in the literature and their clinical observation of a child with Niemann—Pick A disease, de-
scribe the diagnostic tactics of this rare inherited disease from a group of lysosomal accumulation diseases, show it difficult to make
a differential diagnosis of Niemann—Pick disease with other phenotypically related diseases, provide evidence for the importance of
competent genetic counseling, and give an example of effective prenatal diagnosis.
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peau HacjeACTBEHHBIX 3a00JeBaHUI 0OOMeHa Be-

IECTBJIM30COMHbBIE 00JIE3HN HAKOTIJICHMSI COCTAB-
JITIOT 3HAYMTEIbHBIH YIeAbHBIN Bec. DTH 3a001eBaHUs
pa3BUBAIOTCSI B pe3yjibTaTe HApPYLIEHUS] CTPYKTYPHI,
(byHKIIMY WM TpaHCTIOPTa JIM30COMHBIX (DEPMEHTOB,
nedekTa aKTUBATOPHBIX MTPOTEMHOB, YYaCTBYIOIIUX B
Jlerpagalii HEKOTOPBIX IMUKOochuHTroununos [1, 2].
B Hacrostiee Bpems n3BecTHO 0osee 40 TU30COMHBIX
0oJie3Hel HaKOIUIeHUS, XapaKTepU3YyIIIUXCs, Kak
MpaBujIo, paHHel MaHudbecTalueid, MTPOrpeanucHT-
HOCTBIO TEUEHUSI, TSKEJIBIM TOpakeHUEM KU3HEHHO
BaXKHBIX OPTaHOB U CUCTEM OpPTraHKU3Ma, YTO MTPUBOIUT
K paHHE! WHBAJIWIU3ALUU U CMEPTEIHLHOMY UCXOMY,
HepelKo yXe B HEOHATaIbHOM Iepuo/e.

Cpenu JM30COMHBIX 3a00JIeBaHUM TeauaTpam
OoJibllle 3HAKOMBI MyKomonucaxapuaosbl. CdhuHro-
JIMMTUI03bI U, B YacTHOCTH 0oJsie3Hb Humanna—ITuka
THIA A, U3BECTHA B MEHbIIICH CTETICHU.

bonesnr Humanna—ITuka BriepBbie ObLIa OnMcaHa
HeMmelKuM nequatpoM A. Niemann B 1914 1. [3, 4]. B
1961 r. A. Crocker Bbiieiv 4 Tira 3a00J1€BaHUS: KJ1acC-
CUYECKYI0 WH(MAHTUIbHYIO, WM HEBPOJIOTMUYECKYIO
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dopmy (Tun A); BUCLIEpaJIbHYIO, 0€3 HEBPOJOTMUECKUX
npu3zHakoB dopmy (tun B); momocTpylo, Wiu roBe-
HUIbHYI0 opmy (Tun C) 1 HOBOILIOTIAHACKUIA Bapu-
auT (tum D) [5]. B 1966 r. R. Brady u coaBr. mokazainu,
YTO B OOpaslax TKaHeil mauueHToB ¢ 6oje3Hblo Hu-
manHa—IIuka TunoB A 1 B HaOmomaercs cHUKEHUE
AKTUBHOCTU KUCJIOi C(pMHroMueIMHAa3kI [6].

B HacTosiiiee Bpemsi B rpyImy IoA OOIIMM Ha-
3BaHueM «bone3Hb Humanna—Iluka» o0ObeaUHSIOT
tunsl A, B, C1 u C2, koTopble UMEIOT KIIMHUYECKOE
CXOZICTBO, HO C OMOXMMUYECKON U MOJIEKYJISIpHO-Te-
HETUYECKOM TOYEK 3pEHUs MPEACTaBISIOT CO00il Tpu
pa3HbIX 3a00sieBaHusl. PaHee BoiaeaeHHBIN TN D pac-
cMmaTpuBaeTcs Kak BapuaHT peHotuma Cl1 [7].

PazButue Tunos A u B 6ose3nun Humanna—ITuka
CBSI3aHO C MyTallUsIMU B reHe cpuHromuennHgpocho-
nuactepasbl 1 (SMPDI1), koTopslit KomnupyeT dep-
MEHT KUCIYI0 chuHroMuearnHasy. Pesyisratom myTa-
uuii B rene SMPD1 gaBnsieTcd cHUXeHUe aKTUBHOCTH
depmenTta. Ilpu 3ToM HapylIaeTcs paclleruieHue
chuHroMmueMHa Ha (ochOXOJMH U LiepaMu U Mpo-
UCXOJUT €ro HAKOIUIEHUE B KJIETKaX BCEX OPraHOB U
TKaHel, BKIouas rojoBHoOi Mo3r. 'en SMPDI kap-
TUpOBaH Ha XxpoMocome 11 B jokyce 11p15.4—pl5.1.
VY nauuenrtoB ¢ Tunom A 6one3nu Humanna—Iluka
AKTUBHOCTb C(PMHTOMMETMHA3bI COCTaBIsAeT 5% U Me-
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Hee OT HOPMBI, a y TIAlIMeHTOB ¢ TUTIOM B ocTatouHas
aKTUBHOCTB (hepMeHTa OoJiee BHICOKAS.

PazButue tTuna C1 6osnesun Humanna—ITuxka cBsi-
3aHO ¢ mytanusmu B reHe NPC1 (siokyc 18ql11—ql2
XpOMOCOMBI 18), BeaylIMMu K HapylIeHUIO CTPYK-
Typbl TpaHCMEMOpaHHOIo OejiKa, yJacTBYIOIIEro B
repeHoce 3K30reHHOro xojecrepuHa. Tumn C2 6oes-
Hu Humanna—ITuka oOyclioBlieH MyTallMsIMU B Te€HE
NPC2 (nmokyc 14924 xpoMocombl 14), IpUBOASILIUMU
K HapyILIEHUIO CTPYKTYPbI XOJECTEPUHCBSI3bIBAIOIIIETO
oenka. Takum obpazomM, mytauuu B reHax NPC1 unu
NPC2 BenyT K HAaKOILJICHUIO HEATEPU(DULIMPOBAHHOTO
XoJiecTeprHa B KjieTKax [7].

bonesnp Humanna—ITuka uMeeT ayTocOMHO-pe-
LIECCUBHBIN TUIT HachegoBaHus. IlpubnusureabHas
yactoTta TUoB A u B — okoso 1:100 000 HoBopoXIeH-
Heix (1:30 000 cpenu eBpeeB-alikeHa3n), TunoB Cl u
C2 — 1:150 000 [8]. YnenbHbIli Bec TUMA A COCTaBIsSIET
75—85% Bcex ciyvyaeB 6oie3Hu Humanna—ITuka.

B xiuHuuyeckom ¢enotune ©Oone3Hu HumaH-
Ha—IIuka Tuma A BBIACISIOT OCTPYIO, MOJOCTPYIO U
XpoHUYEecKyto (Gopmbl. MaHudecTauus 3adogeBaHUs
MPUXOIUTCS B OCHOBHOM Ha paHHUI BO3pacT pebeH-
Ka — or 4 1o 6 Mec. OOpamaoT Ha cebs1 BHUMaHUE
CUMITOMOKOMILIEKC BSIJIOro pedbeHkKa, 0eCIoKOCTBO,
TPYAHOCTU BCKapMJIMBaHUSI, MHOTA TOIITHOTA, PBOTA,
auapesi, 6ecClpUYMHHBIC TTOIBEMbI TEMIIEPATYPhI, pe-
CIUpATOPHbIE HApYIIEHUS. XapaKTepHbl yBeJIUYSHUE
MEeYeHW U CeJIe3eHKU, KeJTyXa, reHepaau3oBaHHasI
JuMmbaneHomnatusi. Bo3aMOXHBI CyTOpOXHBIE MapoK-
CU3MBI, Yallle B BUJIe MUOKJIOHUI, HUCTAIM U CHUXE-
HME OCTPOTHI 3peHusl. [TocTeneHHO MPOUCXOIUT pe-
rpecc MpuoOpeTeHHbIX HABBIKOB, CHUXKEHHME MHTepeca
K OKpyXatoieMy Mupy. /leTu nepecraroT ynepKuBaThb
TOJIOBY, CUIIETh U CAMOCTOSITEJILHO MEePeBOPAYMBATh-
cs1. Ha BTopom roay *usHu pedeHKa CTAHOBUTCS OYe-
BUJHOM KaxeKCHsl W 3aJepkka pocTa. B TepmMuHaib-
HBIX CTanusIX 00Je3HU (DOPMUPYIOTCS CIIACTUYHOCTD,
OIMCTOTOHYC, Oy/IbOapHbIC HAPYILLIEHUS, OTCYTCTBYIOT
CYXOXUJIbHBIE pedekchl. JIeTaabHbII MCXOM HACTY-
MaeT, Kak MpaBUJIO, MEXIY 2-M U 3-M rOJIOM >KU3HU, B
cpenHeM B Bo3pacTte 21 mec [9].

Ha riiasHom 1He mpuMepHO B MOJIOBUMHE CyyaeB
00HApYXMBAETCS CHUMIITOM <«BUIIHEBOW KOCTOUKMU».
OrnucaHbl TaKXe MMOMYTHEHWE POTOBUIIBI I KOPUUYHE-
BaTblil OTTEHOK TepeaHelt Karcynbl xpycTanuka [10].
Ha xoMmmbloTepHOli TOMOrpamme oOIpenessieTcsl xa-
paKTepHOE CHIDXEeHUE O0IIeil MacChl MO3Ta, aTpodust
0es10ro BellecTBa OOJBIINX MOJIYIIAPUL, YMEpEHHOE
pacuiMpeHue XeaylouykKoB, SIBICHUS JeMUETUHMU3a-
LIMM B 3aTBIIOYHBIX 10JIs1X. [Ipy peHTreHOJIOTnYeCKOM
MCcCeIOBAaHUM JIETKUX B TEPMUHAIBHBIX CTAAMSIX 00-
JIE3HU YacTO AUArHOCTUPYIOTCSI MHOXKECTBEHHbIE OYa-
't UHQUIBTpaALIUU.

Ha ayromncum mMakpocKomuyeckd OTMEYaroT yBe-
JIMYeHNEe pa3MEPOB U TUIOTHOCTU MEUYEHU, CeJIE3EHKH,

Cemsauxuna A.H. u coaem. BonesHb HumanHa—-luka Tuna Ay neteit

JuMdaTtudeckux y3iaoB. [ToBepxXxHOCTb cpe3a ceie3eH-
KU BBITJISIAUT KEJITOBATO-PO30BOM, a TUM(baTUUECKUX
Y3JIOB U MeueHU — XeJaTol. CBeToBasi MUKPOCKOTIHUSI
BBISIBJISIET BO MHOTUX OpraHax W TKaHSIX KJIETKU C JIU-
MUAHBIMU BKJIIOUeHUSIMUA. OCOOEHHO MHOTIO BKIIIO-
YeHUI B KJIeTKaX MevyeHu U cejiezeHku. LluToruiazma
KJIETOK BBITJISIAUT TIEHUCTOU 3a CUET HaJu4yusi MHO-
KecTBa Bakyosiedl. CBeToBasi MUKPOCKOIUSI CTPYK-
Typ LEHTPAJIbHONH HEPBHOU CHUCTEMbl KOHCTAaTUPYET
YMEHbIIIEHUE YMCia HEHPOHOB, UX nedopMalnio 3a
CYET JTUTUIHBIX BKIIOYEHU N BHYTPU JIN30COM.

DJIeKTpOHHAsI MUKPOCKOIUSI 0OHAPYKUBAET B 111~
Toruia3Me MakpodaroB («kjaeTku HumanHa—ITuka»)
MOJUMOP(HBIE TI0 CBOEMY CTPOSHUIO MEMOpPaHO3HbIE
CTPYKTYPbI, COCTOSIIIIUE U3 TPAHYJSIPHBIX Tejel. [u-
CTOOMOXMMUYECKUE UCCIeTOBAHUS MOPAKEHHBIX Op-
TaHOB U TKaHel BBISBJISIIOT HAKOTUIEHUE c(hUHTOMUE-
JINHA U HEATepUMULIMPOBAHHOTO XOJIECTEPUHA.

AHanau3 KpoBU OOJBHBIX JETeil XapaKTepu3yeT-
Csl YMEepeHHOI aHemuel u TpomoouutoneHuei. [1pu
OMOXUMUYECKOM UCCIIEIOBAHUM OTMEUYaeTCsl TOBbI-
LIEHUEe aKTUBHOCTU MEYEHOYHbIX (DEPMEHTOB U UHO-
rna runepiaunuaemusi. [lpu mpoBeneHUUM Crielu-
(prueckoro GMOXMMUYECKOTO aHAJIM3a B TOMOTEHATe
JICUKOLIMTOB WJIM KYJbType KOXHBIX (prdpob1acToB
BBISIBJISIIOT PE3KO€ CHUXXEHME AaKTUBHOCTU KUCIIOU
C(bMHIOMMETNHA3HI.

Ha ocHoOBaHMUW KJIWHWYECKUX TPOSIBJIEHUIN IHa-
rHocTupoBaTh 0ojie3Hb HumanHa—IIuka TpynHo mo
psily IPUYMH: U3-3a PEIKOCTU MATOJIOTUH, ee (peHo-
TUMUYECKOTO CXOJACTBA C PSIAOM APYTUX JTU30COMHBIX
0oJe3Hel HaKOTIJICHUST, M3-3a TSXKECTU TeueHus 3a00-
JIeBaHUS U paHHero jetajbHoro ucxonaa. JIHK-ananus
MMO3BOJISIET BHISIBISATh MyTauuu B reHe SMPD1.

DddekTuBHOE JeueHUe 3a00JeBaHUS HE pa3pa-
0oTaHO, W Tepamnus HOCUT CUMMOTOMATUYECKUIN Xa-
paktep. Hekotopoe yiyuilieHre B BUAE HEOOJBIIOTO
YMEHBIIEHUsI Pa3MEPOB BUCLIEPAIBHBIX OPTaHOB OT-
Meuajoch TMpU Tepecajke KOCTHOTO MO3ra, OJHAaKO
TOJIOKUTEJIbHOW JUHAMUKUA HEBPOJOTMYECKOW CUM-
MTOMATUKU He ObLIO 3apeTUCTPUPOBAHO.

IMonbITKM MpoOBeneHUsI TEHHOUW Tepanuu C To-
JIOXUTENbHBIM 3(h(GEKTOM TI0Ka OCYIIECTBIISIIOTCS
TOJILKO B 9KCMIEPUMEHTAX Ha XUBOTHBIX. Y 9KCIEpU-
MEHTAJIbHBIX MBIIIEH MO/ BAUSHUEM TeHHOU Tepanuu
MOBBIIIAIACh AKTUBHOCTD (hepMEHTa KUCJI0# COUHTO-
MMEJIMHA3bl BO BCEX OPraHax U, YTO OCOOEHHO BaXKHO,
B Mo3sre [11]. He MeHbllero BHUMaHUS 3aCay>KMBaOT
TakKe pPe3yJbTaThl JIEYEHUS IKCIEPUMEHTAIbHBIX
MBI, TTOJyYyaBIIUX MPSIMOE BBEJCHUE B MAapEHXU-
My MO3ra OYMUIIEHHOW pPEeKOMOMHAHTHOW CHUHIO-
MUeNrHa3bl venoBeka. [IpuMepHO yepe3 Hemeno B
y4JacTKax MO3ra BOKPYT UHBEKIUU y SKUBOTHBIX MOSIB-
JISLICST OTIPENIeNISIeMbIil YPOBEHb C(OUHTOMUETNHA3BI, a
MMOBTOPHOE HaKOILJIeHHWEe Cc(UHTOMUETMHA Hab0aa-
JIOCh TOJIBKO CIYCTSI 2 HeJl TIOCJie MOCeAHE NHbEK-
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uuu. BeegeHue epMeHTa He BBI3BIBAIO KAKUX-JIMOO
3aMETHBIX TPU3HAKOB KJIETOYHON WHOWIbTPALIUY,
acTporino3a uiu aktupauuu mukporiuu. Ilo 3akiio-
YEeHUIO UCcreioBaTesieit, BHyTPUMO3TOBbIE UHBEKIIUN
(epmeHTa comnpsikeHbl ¢ MUHUMAJIbHON TOKCUYHOC-
ThIO U MOTYT MPUBOJUTH K MECTHOMY YMEHbIIIEHUIO
HaKOIUIEHUsI C(PUHTOMUENIHA Y MBIIIEH C MOJEbIO
o6one3nu Humanna—ITuka Tuma A [12].

IIpeHaTtanpHbIii AuardHo3 Oose3Hu HumanHa—
ITuka TunoB A u B 6a3upyeTcs Ha onpeaeIeHUN aK-
TUBHOCTH (pepMeHTa C(pUHIOMHUEIMHA3bl B OMoNTaTax
XOPUOHA, KYJIbTYpe aMHUOLIUTOB U JISUKOIIUTAX MyTO-
BUHHOU KpoBU 110/1a. BO3MOXHO Takxke NpeHaTab-
HO€ MOJIEKYJISIDHO-TEHETUUYECKOE BBISIBJIEHUE MYTa-
uuit rena SMPDI.

B cBs3u ¢ penkocthio 6one3nun Humanna—ITuka
Thna A u ee (eHOTUIMUYECKOTO CXOACTBA C APYTUMU
JIN30COMHBIMU OO0JIE3HSIMU HAKOTUIEHUSI TPUBOAUM
KJIMHUYECKOE ONUCAHWE W TAKTUKY YCTaHOBJICHMSI
JIMarHo3a y pebeHKa, 00CJIeIOBaHHOIO B OTACICHUU
BPOXIIEHHBIX W HACJIeICTBEHHbIX 3a00I€BaHUll y Je-
Teil ¢ HapyleHrueM ncuxuku Mockosckoro HUM ne-
JIUATPUU U IE€TCKON XUPYPTUU.

Anexcandp M., 1 roga 10 Mec MOCTYIIUII B KIIMHUKY
¢ >kajo0aMu poauTesieit Ha perpecc B ICUXOMOTOPHOM
pPa3BUTUM, YACTbIe B3IpAaruBaHusl, TYTOMOJBUXHOCTh
B KPYITHBIX CYCTaBax, HaJW4YMeE IYIIOYHOU U MaxoBOM
IPBIXK.

[Tpu aHanu3e poaOCIOBHOI YCTAHOBJIEHO, UTO PO-
JIATEJIN 3A0POBBI, B KPOBHOM POACTBE HE cocTosIT. Ciry-
YyaeB MOJ0OHOI MaTOJIOrMK Y POJACTBEHHUKOB HE 3ape-
TUCTpUpOBaHO. PeOEHOK B ceMbe ObLIT €IMHCTBEHHBIM.

[TpobGaHa OT mepBoit 61arONPUSITHO MPOTEKAaBIIEH
OepeMEeHHOCTH, (DU3UOJOTUUECKUX POJOB B CPOK.
Manpuuk poauiicst ¢ maccoit Teaa 3550 r, pauHoOI 53
cM. Ouenka no 1mkaie Amnrap 7/8 6amnos. [1pu poxie-

L

Puc. 1. Typnep-nono6msiii»> dpenorun npodanma.

HACJIEACTBEHHBIE BOJIE3HU

HUM ObUIa 3apuKcupoBaHa Kedanorematroma. PaHHuit
HEOHaTaJIbHBII MEePUOJ TPOTEKAT OIaronpUsITHO.

IlepBbie mpu3HaKKU 3a00JI€BaHUSI POIUTEIN 3aMETH -
J1 B Bo3pacte 6,5—7 mec. OHU IIPOSIBIISUIUCH OrpyodJie-
HUEM YepT JIMA U HE3HAUUTEIbHOU TYrOMmOABUKHOC-
ThIO KPYIHBIX cycTaBoB. B Bo3pacte 1 ronm 1 mec mocie
MepeHeCeHHOM KUILIeYHOM MHMEKIIMHY CTajla O4eBUIHOMN
MoTepsl MPUOOPETEHHBIX HABBIKOB: peOCHOK IMepecTa
CUJIETh, UCUYE3JIU UTPOBAst AKTUBHOCTh U JIETIET, MOSIBU-
JIMCh B3AparuBaHus. Torma xe BrepBbie 3aperucTprupo-
BaHO YBEJMYCHUE PA3MEPOB MEUEHU U CEJIE3CHKMU.

JnarHo3 3a0ojeBaHMs ISl Bpaueil ocTaBajicsl He-
SICHBIM, ObLIO BBICKA3aHO MPEAMNOJIOXKEHUE O HATUYUU
0osie3HU HakoIIeHus. s uneHTuuKaluu HO30J10-
TUYECKOU (hOpMbI MaJIbYMK ObUT HAIIPABJICH B KJIIMHU-
Ky UHCTUTYTA.

I1pu mocTyIiIeHU! B CTallMOHAP COCTOSIHUE PEOCH-
Ka OBbLIIO TSXKEJIbIM; TPy0O OTCTaBas B ICUXOMOTOPHOM
Pa3BUTUU: CAMOCTOSITEJIBHO HE CUJIEN, C TPYIOM YIep-
KUBaJT B pyKax MpeaMeTbl. Peub MOJHOCTBIO OTCYT-
CTBOBAJIa, SMOIIMOHAJIbHBIN KOHTAKT C MaTepbiO ObLI
KpaiHe CKyJIeH.

IIpu obcrnenoBaHuM B KJIMHUKE Y MaJlbulKa ObUTU
BBISIBJIEHBl HU3KWE TapMOHUWYHBbIE ToKazaTteau ¢hu-
3UYECKOro pa3BUTUSL: JuyiMHA Tena 80 cM, macca Tena
10600 r (oba mokasaTesiss COOTBeTCTBOBaM 10-my
nepueHTUI0). Hapsiay ¢ aTum obpaliai Ha ceOst BHU-
MaHue «['ypaep-nmogoOHbIil» heHOTUIl pedeHKa: rpy-
Oble YepThl JIMIIA, 3aMaBIlee MepeHoChe, IK30(PTaTIbM,
Merasiotiedanusi, KOPOTKUE 11iesl U TYJOBUIIE, OTHO-
CUTEJIbHO JIJIMHHbIE KOHEYHOCTU C (POPMUPYIOIIU-
MUCSI KOHTPAKTYpaMU JIOKTEBBIX, MeX(DATaHTOBbIX U
TOJIEHOCTOITHBIX CYCTaBOB, IMyMTOYHAsI U TTax0oBasi TPbI-
xu (puc. 1). ®us3uKanbHbIi OCMOTP KOHCTaTUPOBAJ
yBeJIMUCHUE pa3MepoB IMeueHu U cese3eHKu 8 u 10 cm
COOTBETCTBEHHO.

a — HU3KMUE IToKazaTejun (1)1/131/1‘16CK01"0 Pa3BUTUA, KOPOTKHUE HIEA U TYJOBUIIEC, NJJIMHHBIE KOHEYHOCTU, KOHTPAKTYPbI JIOKTEBbIX, MEX-
(I)aJTaHFOBLIX, KOJICHHBIX U TOJIECHOCTOITHBIX CYCTaBOB, Meranoue(banm{, Maxkporjoccusl.

6 — 0COOEHHOCTHU CTPOEHUSI JUIIEBOTO cKeJieTa 00JIbHOrO: TpyOble YepThl JMIla, TUIIEPTEIOPU3M IJ1a3, S9K30(hTaabM, 3amaBliliee Iepe-

HOCbE, BLICOKMI JIOO.
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VYpTpa3ByKOBOE€ CKaHMPOBAHHE OPTraHOB OpPIOIII-
HOM TTOJIOCTH 1 TTI0YeK 0OHAPYXWIO HepoMeraiauio u
MOATBEPAUIO BbIPAXKEHHYIO TEMaTOCIJIEHOMETATUIO.
brutn Takke 3aperucTpupoBaHbl IMMdY3HBIE U3ME-
HEHUSI MapeHXUMbI CEJIe3eHKU, PacUIMPEHUE BOPOT-
HOM U CEJIE€36HOYHOU BEH, PEAKTUBHBIE U3MEHEHUS
TMOKETYOYHOM Kejie3bl U COCY0B MeYEHMU.

B ncuxoHeBposornuyeckom cratyce mpodaHaa
ObUIM OOHApyXXeHBbI Tpydasi 3aaepxkKKa IICUXOMOTOp-
HOTO pa3BUTHUS (C MPU3HAKAMU perpecca Mo JaHHbIM
aHaMHe3a) U BbIpaXKeHHAas! MbIIlIEYHAsT JUCTOHMSI, Xa-
pakTepusytoiasics aud@y3Hoil TUITOTOHUENH cO cra-
CTUYECKMMU TIPOSIBIEHUSIMU B JUCTAJIbHBIX OTAENIaX
HIZKHUX KOHEYHOCTe. DiieKTposHLedasorpaMma 3a-
(pukcupoBana ne3opraHu3aluio KOPKOBOU PUTMUKU
0e3 MPU3HAKOB CYIOPOXHON aKTUBHOCTU.

OO0cnenoBaHe OPraHOB TPYAHON KIJIETKU C TTOMO-
1IbIO DX0-JIOKALIUY U OLIEHKU 2JIEKTPOKAPAUOTPAMMbI
BBISIBUJIO OpaIMapUTMUIO U CUHAPOM PaHHEU pernoisi-
pU3aLIU XKETYI0YKOB.

OKyJIMCTOM ObUT IMAarHOCTUPOBAH CUMITTOM «BHIII-
HEBOW KOCTOYKW» Ha IJIa3HOM JTHE.

KiuHuyeckuii aHaiu3 KpoBU CBUIETEILCTBOBA 00
YMEPEHHOU TMITOXPOMHON aHEMUU: KOJUYECTBO DpU-
TPOLIUTOB cocTaBisuio 3,4:102/1, remornoduH 88 r/m.
OTMedeHbl aHU301UTO3 U TTOUKUJIOLIUTO3, YCKOPEeHNE
COD po 20 mm/4; TpomboumuToneHus (go 80-10°/i).
JleiikorutapHast dopmMyna 6e3 maMeHeHuii. KinHu-
Yyeckue aHaJu3bl MOUYU, OMOXMMUYECKUE TTOKA3aTeNu,
OTpakarolue COCTOSTHUE OCHOBHBIX BUJIOB OOMEHa Be-
LIECTB, COOTBETCTBOBAIN HOPMAJIbHBIM 3HAUEHUSIM.

J7s1 OKOHYATEeJIbHOTO YTBEPKIECHUS OMpeesieH-
HOIl HO30JI0TMYecKOoil (hOopMbl MATOJOTUM TpeboBa-
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JIOCh TIpoBeneHue nud@epeHInaIbHOr0 AUarHos3a ¢
UCTIOJIb30BAaHUEM pa3pabOTaHHOTO aJIropuTMa, KO-
TOPBIN BKJIIOYA 3a00JIEBAHUSI, XapaKTepU3yIolIuecs
HaJINYKMEM TeraToCcIJIEeHOMeTaauu, aHeMUu, TpoMOo-
LIUTOMEHUU, 33 PKKON ICUXOMOTOPHOTO PA3BUTHUS C
perpeccoM MpuoOpeTeHHBIX HABBIKOB, a Takxke «['yp-
JIep-MOoJ00HBIM» (DeHOTUIIOM (puC. 2).

HMmMeronuecs y pebeHKa TrenaTtocruieHOMeranus,
aHeMUs ¥ TPOMOOIIUTOTIEHUST TTOCTYXXWJIM OCHOBAHU -
eM JUISI UCKJIIOUEeHUSI TaKuX 3a00JIeBaHUM, KaK Xpo-
HUYECKUIA MMETOMOHOLMUTAPHBINA JIEHKO3, ayTOUM-
MYHHasi JIMOO JieKapCTBEHHasT TPOMOOILIUTOMEHUST U
JuMdorpaHyaematos. OqHaKo OTCYTCTBUE Y MaJlbul-
Ka reMopparuyeckKux IMposiBJI€HUI 1 HE CBOMCTBEHHbIE
0o0JIe3HSIM KPOBM TOKa3aTeu ee KJIMHUYECKOTO aHa-
JI3a TIO3BOJIUIA OTBEPTHYTh 3TY TPYMITY OOJE3HENA.

CraenywomuM 3Tanom auddepeHInaaIbHOTO ara-
THO3a, COTJIACHO aJITOPUTMY, ObLT AUArHOCTUYECKUN
MOMCK cpenu 0osie3Hel HakorieHus. Hanuuue y rpo-
banna «['ypiaep-mogodHoro» GeHoTUIa MO3BOJIUIO
cpasy OTBEPTHYTh OOJIbIIOE YUCIO HO30JOTUUYECKUX
¢opM JIM30COMHBIX OOJIe3HEI, HE MMEIOIIUX CIeLH-
duueckux «['ypiaep-mogoOHbIX» YepT.

«['ypnep-mono6HbIit» PeHOTUN — MaTOTHOMOHUY-
HbII mpu3HaK wis 6onbiuHeTBa TUNoB (I, I—V, 11, VI
u VII) mykornonucaxapumio30B, 3a UCKIIOYEHUEM CUH-
npomoB Mopkuo A u B (IVA u IVB Ttumnsi). Bcem um
CBOMCTBEHHO MPOTPEeIUEHTHOE TeUeHue, HO Oe3 cTpe-
MUTEJIbHOTO perpecca TCUXOMOTOPHOTO Pa3BUTHUS,
KOTOpBII HabOmwogancs y npodanaa. Hapsny ¢ atum
MPOTUB MYKOIOJINCAXapUI030B CBUIETEIHCTBOBAIO
OTCYTCTBME Y MAJIbUYMKA TOMYTHEHUSI POTOBULIBI U Ha-
JINYMe CUMIITOMA «BUIITHEBOW KOCTOUYKH» Ha IJIA3HOM

[enarocruieHoMeranus
TpoMOouuTOTIEHUSI, aHEMUST
«[ypnep-mono6HbIii» heHOTUIT

“a
3a0oneBanusi KPoBH: Boie3Hn HAKOILIEHH
MuenonucriacTuuecKue —
CHHIPOMBI (XpOHUUECKHUIT C «Iypnep-nmonooHbIm» bes «[ypnep-nono6HOrO»
MUETOMOHOLIMTAPHBII beHoTHTOM: (enorumna
JIENKO3)
JlexapcTBeHHast
1 ayTOUMMYHHasI
T y F--» Myxkononucaxapuno3ssl I 11 I11,1—V,VI Tunos

TPOMOOLIUTONIEHUN

F--»1 Mykosaununo3s I tuna(/-kietouHas 60Je3Hb)
Jlumdorpanynemaros

F--»| Cuanuno3 I tumma

F--»1 MaHHO31103

F--» GMI-ranrauo3unos I Tumna

> bonesnp Humanna-ITuka A

Puc. 2. Anropurm mudpdpepennmanbhoii qmarnocTuku 6onesnn Humanna—ITnka, Tuna A.
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JIHEe, HEeXapaKTepHOro [Jisi MYyKOIMOJHUCcaXapuio30B.
Haxkonen, HopManbHbBIN MoKa3aTesib MOYEUHOU 9KC-
Kpeluu TJIUKO3aMUHOTJIMKAHOB (KpallHe BBICOKUIA
MpU MYKOTIOJIMCAXapua03ax) OKOHYATEJIbHO UCKIIIO-
YU 3Ty MATOJIOTUIO Y TpodaHaa.

«I'ypnep-nmomoOHbIii» (HEHOTUIT C paHHE MaHM-
decraiueit 3a6oeBaHUsI U TPyOOI 3aIep>KKOU TICHU-
XOMOTOPHOTO pa3BUTUSI, a TaKXKE C HOPMaJbHbIM
KOJINYECTBOM DKCKPETUPYEMBIX C MOYOW TIIMKO3aMU-
HOTJIMKAHOB XapaKTepHbI sl [-KJIETOUHOI OoJe3-
Hu (I Tun mykonumnumosa). OgHAKO 3Ta MaTOJOTUS
npoTeKaeT 6e3 BhIpaK€HHOUW renaToCIIeHOMEraiuu,
HO C TUMepIIa3reil 1eceH U runepTpohuIecKoi Kap-
nuomuonatueii. OTCyTCTBUE 3TUX CUMIITOMOB U HOP-
MaJIbHble 3HAUYEHUSI aKTUBHOCTU (MOBBIILLIEHHOW TpU
I-xneTouHol 60J1e3HU) (PEPMEHTOB apUIICyIbdaTa3bl
A, o-N-aleTWITII0KO3aMUHUIA3bI, O--MaHHO3UAAa3bI
U B-TJTIOKYPOHUIA3bI B TJIa3Me MTO3BOJIMIIO UCKITIOUYUTD
HOaHHBIN AUarHO3.

Cuanuno3 Il tumna ObLT OTBEPrHyT Ha OCHOBAaHUU
OTCYTCTBUSI Y MallMeHTa KapIAUHAJIbLHOIO JIabopaTop-
HOTO TpU3HaKa 3TON 00Je3HU — BBICOKMX MOKa3aTe-
JIeW TTOYEYHOHN 9KCKPELIMY CUAJIOBBIX KHUCIIOT.

MaHHO031103 ObLT UCKJTIOYEH HA OCHOBAHUU OTCYT-
CTBUsI y OOJILHOTO BBICOKHUX IMOKa3aTeieil (hu3ndecKo-
ro pa3BuUTUs, 00Jiee TSIXKEJIOro U 3710KaYECTBEHHOIO
TeYeHUs1 OOJIE3HU, HOPMAJILHOTO COJIEP>KaHUsI B MOUE
MaHHO30COJEPXKAIUX OJUT0CAXapUI0B U HOPMasb-
HOU aKTUBHOCTU JIM30COMHBIX (PEPMEHTOB O-MaHHO-
3ua3bl U f-MaHHO3UIA3bl B IEUKOLIUTAX.

«I'ypnep-nomoOHbIii» peHOTUIT, paHHSIST MaHUDe-
crauust 3a00JeBaHusI, CHMIITOM «BUIHEBON KOCTOY-
KW» Ha IJIa3HOM JHE xapakTepHbl 111 Gml raHriauo-
3uno3a I Tuma (6one3ur Hopmanna—Jlanauxra). On-
HaKO OTCYTCTBME Y MajibuMKa KIJIIOBOBUIHBIX Aehop-
Maluii TTO3BOHKOB U HOPMasibHasi aKTUBHOCTh hep-
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Puc. 3. Ilokasareimm aKTHBHOCTH JIM30COMHOTO (hepMeHTA
c(MHroMHe/IMHA3BI B HOPME M B JIeiKouuTax nepudepuyeckoi
KPOBH NPo0OaHa.

HACJIEACTBEHHBIE BOJIE3HU

MEHTA -TaJaKTO3Ua3bl B JIEUKOLIMTAX UCKITIOUUIU U
9TOT AUATHO3.

HccnenoBanusi akTMBHOCTU JIM30COMHBIX TUIIPO-
J1a3 B 1uMdonuTax rnepudepuyeckoil KpoBU MpodaH-
J1a, BBIMIOJIHEHHbBIE B JJAOOPATOPUM HACJIEACTBEHHBIX
Oosie3Helt ooMeHa MeauKo-TeHeTUYeCKOro HayYHOTro
ueHtpa (MI'HIL) PAMH, BbIsBUIM pe3Koe CHUKEHUE
(MTpakTUYEeCKU 10 HYJIEBBIX 3HAYEHUI) aKTUBHOCTHU
C(MHIroMMEIMHA3bl, YTO MO3BOJMUIO WACHTUDUIIM-
poBaTh 3abojieBaHMe Kak Oojie3Hb Humanna—IIuka
tuna A (puc. 3).

Hns 6onesnu Humanna—ITuka tuna B xapakrep-
HBI OoJiee MO3AHME CPOKU MaHUGecTaluu (B BO3pacTe
2—6 JIeT), OTCYTCTBUE HEBPOJIOTMYECKOIl CUMITOMA-
TUKU, MEHbIIIee YBeJIMUeHUE pa3Mepa NMeYeHU U cefie-
3eHKU U XpoHUuYeckoe TedyeHue. [logobHast cummro-
MaTuKa y pebeHKa OTCyTCTBOBAJIA.

Takum o0pa3oM, auarHo3 Oosne3Hu HumanHa—
IMuxa, Tuma A ObLI yCTaHOBJIEH peOEHKY Ha OCHOBA-
HUU CJIEAYIOIINX JAHHBIX:

— MaHuecTalusi OCHOBHBIX CUMIITOMOB 3a00JieBa-

HUSI Ha TIEPBOM TOJ1y XU3HU;

— ObICTpOIpOrpeccUupyollee TeueHue;

— perpecc NCUXOMOTOPHOTO Pa3BUTHS;

— TpyOBbIe YepThI JTULIA;

— TYTOIOJBUXHOCTb CYCTABOB;

— TenaToCTIEeHOMETaus;

— aHeMusl U TPOMOOLIMTONEHUS;

— CHUMIITOM «BUIITHEBOU KOCTOUKU» Ha TJIa3HOM JHE;

— CHUXCEHUE aKTUBHOCTU JIM30COMHOrO (epmeHTa
c(UHroMueIMHa3bl B JIeMKoUUTaxX mepudepuye-

CKOI KpPOBH.

AHanu3 pomociOBHON MpobaHAa HE MPOTUBOpE-
YWJI ayTOCOMHO-PEIIECCUBHOMY THUITy HacJIe[IOBaHUS
0o0JIe3HU.

B pesynbraTe MOJEKyJISIPHO-TEHETUYECKOTO aHa-
qu3za reHa SMPD1 (MI'HLL PAMH) Obuia BhisiBiIE-
Ha Aejeunst TMMUAMHA B mojoxenuu 1198 x-JHK
(c.1198delT), npuBonsiiiast K CABUTY paMKU CUUThIBA-
HUSI 1 00pa30BaHUIO CTOMN-KOAOHA B IojoxkeHuu 408
nogunentuaHoil uenu (p.C400V{sX408). Myrauus
oOHapyXeHa B TeTepO3UTOTHOM cocTosiHMM. PaboTta
10 MOMCKY BTOPOM MyTallMK TTPOJOJIKACTCS.

IIpoGaHoy Oblla Ha3HaueHa KOMILIEKCHAsl Tepa-
MUsl ¢ KUCTOJB30BAHUEM HOOTPOTHBIX TMpernaparosn,
aHTUOKCUAAHTOB, BUTaMUHOB A, C, rpynisl B, aHTu-
OMOTHUKOB IIMPOKOTO CHEKTpa ACUCTBUSI, TeNaToNpo-
TEKTOPOB.

AyTOCOMHO-PELIECCUBHBIN TUM HacJieA0BaHUsI 00-
sne3uu HumanHa—ITuka cBuaeTe1bcTBOBAJI O BLICOKOM
pucke (25%) MOBTOPHOTO POXKACHUS Y 3TOM CyNpyxe-
CKOli mapsl pebeHKa ¢ TeM Ke 3aboyieBaHMeM. B cBsI3u
C 9TUM CeMbe ObLIO MPOBEIEHO MEIUKO-TeHETUIECKOe
KOHCYJbTUPOBAHUE, U POAUTENISIM COOOIIIEHO O BO3-
MOXHOCTU TMPEHATaJIbHOTO YCTAHOBJIEHUSI IHMarHosa.
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ITpu HacTyIIICeHUY ClleAyIolIeil 0epeMEHHOCTHU Ha CpO-
Ke 9 HeJl recTalluM KeHIIMHe OblUla MpoBe/ieHa MpeHa-
TajJbHasl AMarHocTuka B madbopatopun MI'HII PAMH
(OGuorcust BOPCMH XOpUOHA, BBIMOJHsUIach B LleHTpe
MpeHaTalbHOW JUArHOCTUKM Ha 0a3e pOIUIBLHOTO
noma Ne27 MockBbl). B HopMe akKTMBHOCTH C(UHTO-
MMEJIMHA3bl B BOPCMHAX XOPMOHA COCTaBJIsIeT OT 19 10
40 umonb/Mr/17 4. B uccieayemoM OuomnraTte ee 3Ha-
YeHUs COOTBETCTBOBAIU 19 HMOb/Mr/17 4. Moseky-
JIIPHO-TEHETUYECKOE HCCIIeIOBaHUE HE OOHapYXKWUJIO
y Ioga HocuTelbecTBO Mytaumu c.1198delT. Takwue
MoKa3aTeJii CBUACTETbCTBOBAIM OO OTCYTCTBUU 00-
ne3uu HumanHa—ITuka tuma A y Oyayiiero peoeHka.
bepeMeHHOCTh ObLIa COXpaHEHa, U KCHILIMHA POAM-
Jla 3JI0pOBOTO MajlbuMKa, KOTOPHIA B HACTOsIIIee Bpe-
MsI HOPMaJIbHO pa3BuBaeTcsl. Tak, TOYHas U paHHSIS
WUACHTU(UKALIMS 3TOU TSIKEJIOl MaTOJIOTUU M CBOEB-
pPEMEHHOE MEIMKO-TeHETUYECKOe KOHCYJIbTUPOBAHUE
CIMOCOOCTBOBAJIM MPEIOTBPAILIEHUIO HOBOI Tparennu B
CeMbe.
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