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B craTthe mpeacTaBIeHO KINHUYECKOe HAaOJMIOOeHHe pPe0eHKa ¢ peIKHM HacIeACTBEeHHBIM Heiipome-
Z reHepaTuBHbIM 3a0o0aeBanueM — 0osie3aHbi0 Humana—IIuka tun C (HIIC), mepBbIM KIMHHYECKHUM
MPOSIBJIEHNEM KOTOPOro SBWJICA cuHApoM xoisecrtasa. Jas HIIC xapakTepHBI BhIPAsKeHHBIN KJIU-
HUYEeCKHii moauMop@du3M ¢ Pa3JINyHbIMH CPOKaMu MaHu(ecTanuu 3a001eBaHUA OT HEOHATAJIBHO-
ro mepuoAa A0 B3POCJOr0 BO3PacTa, pasHOOOpasuWe KIMHUYECKON CHMITOMATHKM, BKJIHOYAIOIIEN
ICUXWYECKUe, HeBPOJOTHYeCKe U BHUcCIiepajdbHble cMMITOMBI. HeoHaTaNBHBIN X0JiecTa3 ABJIAETCS
HauboJiee THMMNYHBIM BHCIIEPAJTbHBIM MPOSBJIEHNEM 00Je3HH U B GOJIBIINHCTBE CJIYIaeB CAMOIIPOU3-
BOJIBHO Pa3peniaeTcsa BO BTOPOM IIOJIYyTOAUY SKU3HU. B qassHeiileM MosSIBISIOTCS IPOTPecCupyoine
HEBPOJIOTHYECKHE HAPYIIeHUs, IJIs JIedeHNsI KOTOPHIX Pa3padoTaHO MaTOreHeTHYeCKoe JIeUeHue mpe-
napatroMm Muraycrar. B Hanem HaGI0IeHIN TOAPOOHO OMICAHA TUMHAMHUKA BUCIEPAJIBHBIX U HEBPO-
JIOTHYECKUX MPOSABJIEHU 00Je3HU, a TaKke TpyaHocTH nuddepeHnuaapbHoro quarsosa. Ilokazan
TUNUYHBIH CHMIITOMOKOMILJIIEKC HeOHATAaIbHOII MaHudectanmuu 6oxe3aun HIIC, omHako nuaraos3 0bLI
YCTaHOBJIEH TOJBKO IOCJIe MOSBJIEHNS Y pe0eHKa HeBPOJOTHYECKUX MPOSIBICHUIL.

Knrouesnvte cnosa: 6one3nv Humana—ITurka mun C, HeoHamaavHulil X0secmas, HelipodezeHepamugHroe
3abonesanue, Muzaycmam.
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The article presents the clinical case of a child with a rare inherited neurodegenerative disorder —
Niemann—Pick disease type C (NPC), with cholestasis syndrome as the first clinical manifestation.
NPC characterizes by pronounced clinical polymorphism with different disease manifestation terms
from the neonatal period to adulthood, a variety of clinical symptoms, including mental, neurological
and visceral symptoms. Neonatal cholestasis is the most common visceral manifestation of the
disease and in most cases it spontaneously resolvs at the second 6 months of life. Later progressive
neurological disorders appears, that can be treated by pathogenetic therapy with the drug Miglustat.
The article describes dynamics of visceral and neurological disease manifestations and difficulties
of the differential diagnosis. It presents typical symptoms of neonatal NPC manifestation, but the
diagnosis was made only after appearance of neurological manifestations in the child.

Keywords: Niemann—Pick disease type C, neonatal cholestasis, neurodegenerative disease, Miglustat.
Quote: AV. Degtyareva, S.V. Mihaylova, E.Y. Zaharova, E.L. Tumanova, N.V. Kulikova, T.Y. Prosh-
lyakova. Neonatal cholestasis — one of the earliest manifestations of Niemann—Pick disease type C.

Pediatria. 2017; 96 (1): 164—-170.

Bonesuns Humawma—IIuka tun C (HIIC) aBmas-
eTcAd peaKuM 3abojieBaHMEM U3 TPYIIIILI JU30COM-
HBIX 00JIe3HEel, XapaKTepusyrleecsa HaKOIJIeHeM
B KJIETKaX TOJIOBHOTO MOS3Ta, IIeUeHU, CeJIe3eHKH,
JEeTKUX U APYTUX OPraHOB PasHOOOPAa3HBIX KJiac-
COB JIUTIUJOB — HEdCTepePUIIMPOBAHHOTO XOJIe-
CTepruHa, CPUHTOMUENNHA, TITUKOCHUHTOJUIUIOB
u cuurosmHa. Hacrora 3abosieBAaHUA COCTABJIAET
1:100 000-120 000 HOBOpO:kKAEeHHBIX [1]. OgHAKO
B TIOCJIEIHUE TOJbl B CBA3U C PACIIPOCTPAHEHUEM
uHpopMamuu o 3aboseBaHUU U OoJiee NMIUPOKUM
BHeJpPeHHEM HOBBIX MeTomoB auarHoctuxu HIIC
YKCJIO BHIABJIEHHBIX CJIyYaeB B MUPE 3HAUUTEIHHO
Bo3pocJo [1, 2]. Hacrora 6omesnu HIIC B Poccuu He
yCTaHOBJIeHA, B JIUTepPAType ONMCAHBI eIUHUYHBIE
HabaogeHuA [3, 4].

Hasa HIIC xapaxkTepeH BBIPAK€HHBIN MeX- U
BHYTPUCEMENHBIA KJIMHUYECKUN TOIUMOPGHUIM
C pasIUUYHBIMU CPOKaMu MaHuUdecTamuu 3saboJie-
BaHUA (OT HEOHATAJBHOTO TEPUOAA MO B3POCIIOTO
BO3pacTa), pasHOOOPa3HOW KJIMHUYECKON CUMIITO-
MaTHUKOM, BKJIIOUAIOMIEHN IICUXNYEeCKIe, HEBPOJIOT -
YyecKue, BUCIEPAJbHBIE CUMITOMBI, KOTOPbIE MOTYT
OBITH TIPEJICTABJIEHBI y MAIlMeHTa KaK M0 OTAEJTbHO-
CTU, TaK U B PA3JIMUHBIX KOMOUHaNuax [2, 3].

Maunudecranusa HIIC B HeoHATAIRHOM IIEPHUOIE
ormeuaercs B 45—65% ciayuaes [5]. Haubouee pan-
HUM TPOSABJEHUEM, HE3aBUCUMO OT KJIMHUYECKON
dopmbI 3aboIeBaHUSA, ABIAECTCA CUHIPOM XOJeCTa-
3a, HO MOXKET OTMeUaThbCs MB0JMPOBAHHAA CILIE-
HOMeTaJIusA WU renartociieHoMmeranus [5]. Takxke
ONMCAHBLI CJAyYan HEMMMYHHOW BOASHKHU, AaCI[HU-
Ta W TelaTOCIJIEHOMeTaJauu Itoxa. 1lo JaHHBIM
B. Yerushalmi et al., y gereil mepBBIX MecsAIEeB
KusHu Oojsesusr HIIC sanumaeTr Beaylllee MeCTO
cpenu MeTabOJMUeCKUX MPUUYUH CHUHAPOMA XOJe-
crasa[6]. CuuTaerca mIaTOrHOMOHUYHBIM COUETAHUE
XoJjiecTasa CO 3HAUYUTEJIHHOU CTEIeHBIO BBIPAKEH-
HOCTH CILJIeHOMeTa uu 6e3 MPU3HAKOB MOPTAJTbHOMN
runeprensuu [2, 5]. B 60JabIIUHCTBE CIyyaeB IpU-
3HAKM X0JIeCTas3a MPU 9TOM 3a00JIeBAHUU CAMOIIPO-
U3BOJLHO paspemiamTcad K 6—8-My MecAny sKU3HU,
IpU 5TOM yBeJUYeHUWEe MeUeHU U CeJe3eHKU coXpa-
HsieTcs elrfe aiuTeabHoe BpeMs [7]. B 10% cayuaes
npu pauHeit manudecramuu HIIC mmeer moaHUE-
HOCHOE TeUeHUe ¢ Pa3BUTHEM IIeUYeHOUHO HemaocTa-
TOYHOCTH U JIETAJIbHBIM UCXO/IOM B TeUEeHUE IIEPBOTO
roja sKusHu [5, 7].
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OCHOBHBIM METOJIOM J1a00PaTOPHOM JUATHOCTH-
ku HIIC aBasiercss Harpy30UYHBIA TeCT ¢ (pUIUIIN-
HOM Tpu MOP(OJIOTUYECKOM UccaemoBaHUU (HUOPO-
0J1aCTOB, XapaKTePHBIE «II€HUCThIE KJIETKU» MOTYT
TaKsKe BBIABJIATHCA B OMOIITaTaX KOCTHOTO MO3Ta U
pesxe B meuenu [1, 5]. IlogTBep:KkaeHMeM nuarHosa
asasgerca JJHK-guarsocTuka reHeTUYeCKUX HaApPY-
mennii. OnucaHbl HECKOJBKO OTHOCUTEJIBHO pac-
IpocTpaHeHHBIX MyTanuii B reie NPCI, KoTopble
Jokann3oBaHbel B 20—22 sk3oHax rema NPCI, HO
B OOJIBITIMHCTBE CJIydaeB TpebyeTcsA IOJHOE CeKBe-
HupoBaunue reioB NPCI1 u NPC2 pns BLIABICHUS
myTtanuii. TadopmMaTUBHOCTh TaKOTO TECTUPOBA-
HUA cocTaBiser okouo 94% [1, 4].

B mociegnume rombl MOKasaHa BO3MOYKHOCTH
WCCJIeJOBAHUS YPOBHA OKCHUCTEPOJIOB B KPOBU B
KauecTBe CKPUHUHT TecTa mpu auarHocture HIIC.
Konmeurpamnuo xoJjecrau-3,5,6-Tpuoaa u 7-KeTo-
cTepojsia MOYKHO OIPENeJUTh C IIOMOIIBI0 MeToja
rasoBoil xpomaTtorpaduu/Macc-CIIeKTPOMETPUN
WU BBICOKO3((EeKTUBHON KUIKOCTHON XPOMAaTO-
rpaduuy/TaHIeMHON Macce-creKTpomMerpun [8].

Ha ceromgmamuuii geHb paspaboTaHo IaTore-
HeTHUYeCcKoe JieueHume 1pemapaTrom MuwuriaycrarT
(3aBecka), kommauusi Actelion Pharmaceuticals
Ltd, Allschwil, IlIsefintapusa, HasHaUeHNIE KOTOPOTO
TOKA3aHO IPU ITOABJEHUN HEBPOJOTUYECKUX CUM-
TTOMOB 0OJIE3HU, UTO JAET BOSMOKHOCTD HE TOJIBKO
IPUOCTAHOBUTH IIPOTPECCUpPOBaHUEe 0OJIE3HU, HO U
TOJIYYUTH 00paTHOE PA3BUTHE €€ OTAeJbHBIX KIMHUI-
YeCKUX MPOABJEHUN U YIYUIIIUTh KAUECTBO JKUSHU
nanuenTta [1, 9, 10]. IIpu mopakeHUM BHYTPEH-
HUX OPTaHOB, UTO XapaKTepPHO IJd caydaeB 3a00-
JIeBaHUA, MaHU(ECTUPYIOININX B IIEPBBIE MECSITHI
JKMB3HU, NMAaHHBLIN mperapat HesdderTusen [5, 10].
Kpome Toro, mpoBeseHMe TpaHCIJIAHTAIIUY TTeUeHU
M KOCTHOTO MO3Ta He MpeNyIpesKIaeT Pas3BUTHE
HEBPOJIOTMUYECKUX HaPYIIIeHUN B JaIbHENIIIEM.

Kiaunuueckoe HaOIr0meHue

Pebenox popmica B ceMbe C HEOTATOIIEHHBIM aHAM-
He3oM. Bpak meponctBenHsii. Bepemenuocts 11T (I 6epe-
MEHHOCTh BaKOHUMJACh MEJUIMHCKUM abopToM, B
pesyabrare Il GepeMeHHOCTH poaHMJach 340POBasi AEBOY-
Ka), nporekasia c OPBU B I u III TpumecTpax (IMOBbIIIIEHIIE
rTemrneparypsl Tena mo 39,7 0C, punur). Poasl B cpok,
IIyTeM oIlepaluy KecapeBa CeueHus, Macca TeJa Py POXK-
meaun 2900 r, poct 50 cm, omenKa mo mkaae Anrap 7/8
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6aJyIoB, 3aKpUUAJ cpasdy, K IPYAU IPUJIOKUIN B IIePBLIE
IHU JKUSHU, COCAJ aKTUBHO. B BodpacTe 3 CYTOK JKU3HU
MOABUJIACH JKEJITyXa, Ha 7-e CyTKM peOeHOK BBIIHCAH
IIOMOI B YIOBJIETBOPUTEJIHLHOM COCTOAHUU. B BBIIUCKE
U3 POAMJIBHOTO JJOMa OTMEUEHO, UTO y pebeHKa ObLI CBeT-
JBI CTYJI, OGHAKO MOIOJHUTEJbHOEe o0cJieJoBaHue He
npoBoauaochk. Joma Ha 15-e CyTKH KUSHH IIOSBUJIOCH
HOCOBOE KPOBOTEUEHNE, HAPOCIa YKeJITYIITHOCTh KOYKHBIX
IIOKPOBOB, B CBA3U € UeM peOeHOK OBbLJI TOCIIUTAIN3UPOBAH
B JeTCKuii cramuoHap. IIpu mOCTyIJIEHMM OTMEeYaIuCh
JKeJITyXa, HeOOJIbIIIOe yBeJNYeHNe PadMepoB IIeUeHU M0
2,5 cm u cese3eHKu M0 1 cM HUKe Kpasd pedepHOil IyTu.
IIpu o6ciie;oBaHMY BBHIABJIEHO IOBBIIIIEHYE OOIIIEr0 U P~
moro 6unmpyobuHa, menounoit gocdarassr (IIP), xoie-
crepuna, AJIT, ACT, pesyiabTaTbl KIMHUUYECKUX aHAJU-
30B KPOBU M MOYM OBbLIU B mpenesiax HopMmbl. [Ipu Y3U
OpraHoB OPIOIIHO¥M IOJIOCTY BBISIBJIEHA YMepeHHas rema-
TOCILIEHOMeraiusi. B HeBPOJIOrMUYEeCKOM CTaTyce OTMe-
Yajicsi CUHAPOM IIOBBIIIEHHON HEPBHO-PedIeKTOPHOMN
B0o30yauMocTu. CO CTOPOHBI APYIUX OPraHOB M CUCTEM
MaTOJIOTUY He BBISBIEHO. AHAIN3 KPOBU HA I{UTOMEraso-
Bupyc (IIMB), Bupycsl mpocrtoro repueca (BIIT'), Tokco-
mirasmos, xaamuanos merogom I[P — orpumarenbHBIN.
VpoBeHB raslakTo3bl B KPOBH, I10 JaHHBIM HEOHATAIHLHOTO
CKpUHUHTA, cocTaBus 12 Hr/ma (mopma 7,1 Hr/mi),
IpU IIOBTOPHOM WKCCJIELOBAHUU B JETCKOM CTaI[MOHape
OTMEYeHO yBeJUYeHUe YPOBHA rajakTodbl 7o 20 HIr/muI.
Ha ocHoBaHuMM NOJyUYeHHBIX NaHHBIX ObLIa 3aI0g03pe-
Ha rajJlakTO3eMHus U Ha3HaUyeHa [ueTra, He cojepJKalias
rajakTosy u Jaxktody. K Bospacty 2 mecsAleB KU3HU
Ha (poHe nUETHl U MPOBOAMMON ITOCHUHAPOMHOM Tepamuu
YDPOBEHBb TaJaKTO3bl B KPOBU HOPMAJM30BAJICS, OLHAKO
CUHIDOM XOJIeCTa3a COXPAHAJCH, pasMephbl [eYeHU U
CeJIe3eHKU YBEJUYUINCh. ¥ YUTHIBAA HESICHOCTH AMATHO-
3a, BpauW JETCKOro CTaloHapa oOpaTUINCh K HaM 3a
KOHCYJIbTATUBHOMH IOMOIIIBO.

Hamu peGeHOK BHepBBIe 00CJIeJOBAaH B BO3pacTe
2 mecaneB u 1 Hemenu. IIpu ocmoTpe oTMeyasach TUIIO-
Tpoduda: macca teaa 4100 r (mepuertuasb 5—10-i1), poct
57 cm (mepueHTHJab 25-i1). PebeHOK moayuan Gesnak-
TO3HYIO CMeCh, COCAJl aKTUBHO, He cphIruBai. sKeiaryxa
c 3eJeHOBAThHIM OTTeHKOM. Ha rosioBe u rpyam pebGeHKa

OTMeYaJIuCh MHOXKECTBEHHBbIE MeJIKOTOYeUHble 0esoro
1IBeTa, IJIOTHBIE JIEMEeHTHI BHEIITHe II0X0XKIe Ha KCAHTO-
MbI. CO CTOPOHBI IbIXATEJNBHON M CepJeUYHO-COCYAMCTONR
CHCTeMBI IIaTOJIOTUY HE BBIABJIEHO. Pasmeprl IleyeHU U
cejle3eHKU OBbLIM 3HAUUTEJHHO YBEJUYEHBI, IJIOTHHIE:
meuyeHb +5 CcM IO mepegHed MOAMBINIEUYHONW JUHUU, +6
CM IO CPEeIMHHOKJIIOUMYHON JIMHUM, cejJe3eHKa +7 cM
HUKe Kpasa pebepuoit nyru. IIpu sabopaTropHOM oOcJie-
IOBAaHUY BBIABIAINCH OMOXUMHUUYECKHE MapKephl XoJe-
crasa u nuroausa (taba. 1). [lokasaresu CUHTETUUYECKONR
dyHKIIUY euyeHU (CBIBOPOTOUHBIM ypOBEHBb ajlbOyMuUHA,
xoauHacTepassl (X9), GubpuHOTeHA U ITPOTPOMOMHOBOTO
uagekca (IITU)), a TakKe aKTUBHOCTH KpeaTwWHUH()OC-
dorxunazel (KPK), KoHIIEHTpAIMU JIaKTaTa U TJIIOKO3bI
KPOBU OBLIM B IIpefieiax HOPMBI (CM. TabIUILy).

Ha ocHoBanmm HOpMaJBLHOTO ypOBHA (epMeHTa
rajsakTosa-1-gochar-ypuguarpancheppasbl U TeHe-
THYECKOTI'0 WHCCJIEeNOBAHUA MCKJIOUEHA TaJIaKTO3eMUd.
PesynpraTel obcienoBaHus Ha CIEKTDP aMUHOKUCJIOT U
aIMJIKAPHUTUHOB B KPOBU, OPraHUYECKUX KUCJIOT B MOYE,
TeHeTHUYeCKOro TecTa Ha Je@UIUT Oq-aHTUTPUICHUHA,
KOTOpBbIe IIPOBOAUJINCH C IEJBI0 HCKIIUYEHUA IPYTUX
MeTaboJMUYeCKUX IPUUYUH XOJIecTasa, ObLIU B IIpejaeiax
HOPMEI. OTMeUeHO HEe3HAUMTEIbHOE IIOBLIIIEHNEe YPOBHSA
XUTOTPUA3UAas3bl B KpoBu a0 251,5 mM/mr/u (HOpMa
4,5-198). IIpu Y3U BHYTPEHHUX OPraHOB OTMEUYAJIUCH
Hecllennu(pryecKre U3MEeHEeHUA B BHUJE yBeJIWYEHUSA pas-
MEpOB IIeYeHU U Cee3eHKU 0e3 IIPU3HAKOB IIOPTAJb-
HOM rumepreH3uu. C IeJbl0 HMCKJIIYEHUA CHUHAPOMA
Anaxunnb pebeHOK OCMOTpPeH O(TaJIbMOJOIOM, IIPO-
BemeHo Y3U cepama M COCYZOB, PEHTTEHOJIOTUYECKOE
HCcJIeJOBaHNe IO3BOHOUYHUKA. IlaTosioruu He BHIABIIEHO.
IIpu mopdosiornuecKkoM KUccaIeoBaHUU OMONITATa IIeYeHU
BBISIBJIEHBI IPUBHAKY X0JecTasda, Iposudepenuu Kerd-
HBIX IIDOTOKOB, & TaKkKe HabyxInne Kyn(epoBCKUe KJeT-
KU C IIEHUCTOM nuToIiasmoi (puc. 1).

JlanHbBIe W3MEeHEHHS OINCAHBI IIPU BPOIKIEHHBIX
MeTa0oJNUeCKUX HAPYUIEHUAX U3 IPYIIIBLI JIM30COMHBIX
0ose3Hel HakomeHudA. JuddepeHIInanbHBIN AUATHO3
npoBoauica mexay 6osnesuaamu ['omre, HIIC, HakomieHu-
eM 3(upoB xoJiecTepuHa u 60Jie3Hbi0 Bosrbmana. Bosie3sHb
T'omre nckirouena Ha OCHOBAHUY TOTO, YTO YPOBEHD XUTO-

Tabauua

Buoxummnueckue moKasaTen KPOBHU B Bo3pacTe 2 MmecslleB U 1 Hexean

IToxasaTenn PesyabpraTt Hopma
OO0t 6unupyous, MKM/a 223 3,4—21
IIpamoii 6unupybus, MM /1 117 0-5,5
ITT, Ex/n 73 0-150
1P, En/n 730 50-360
AJIT, Ex/a 313 0-40
ACT, Ex/n 673 0-40
K®K, En/n 167 0-171
AnpbymMuH, T/1 45 35-50
X9, Ex/n 6237 3930-10800
PdubpunoreH, r/a 3,9 2—4
IITU, % 94 80-120
JlakTar, MMOJIb/JI 1,1 Ho 1,2
T'ntoxoza, MM /a1 3,7 3,5—6,4

I'TT — rammarsiyramusaTpascdepasa, 111D — menounaa dpocdarasa, AJIT — anannaamusaoTpancdepasa, ACT — acmapraraMuHO-
rpaHchepasa, KOK — kpearunundochorunasa, X9 — xoauuacrepasa, [ITH — mpoTpoMOMHOBBIA UHIEKC.
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Puc. 1. Mopdosaornueckoe uccieqoBaHue OMONTATA MEUYEHU:
IEeHUCThIe, CBETJbIe KyI(h)epoBCKUe KIeTKHU.
OKpacka reMaTOKCUJINHOM U 903UHOM, yB. 400.

Tpuasugasbl B KPOBU OBLI MOBBIIIEH HE3HAUUTEIbHO,
TOrZa Kak [JIs TaHHOTO 3a00JIeBaHUsS XapaKTepPeH BBICO-
KW yPOBEHb HAHHOTO IOKasaTessd. TaKiKe He IIOJYyYeHO
MaHHBIX, MOATBEPIKIAIOIUX 60Je3Hb HAKOILIeHUs a(u-
poB xojecTepuHa u 0osie3Hh BoJbMaHa Ha OCHOBAaHUU
HOPMAaJbHON aKTUBHOCTU KUCJOI JIUIIa3bl B KpoBU. [jisa
uckJouenusa 6osiesau HIIC Ha mepBoM srame mpoBeaeH
ananus reia NPC2, B KOTOPOM, 110 JaHHBIM JIUTEPATYPbI,
ONMMCAHBI MyTalluy IpPU paHHell (Gopme 3abojsieBaHUA.
Myranuit He obHapy:keHo. MccienoBanue rena NPCI
He IPOBOAUJIOCH B CBA3U C HEOJHO3HAUHON MHTEpIIpeTa-
nueil MOJIYUYeHHBIX KINHUYECKUX U MOPOHOIOTHUECKUX
pe3yJIbTATOB U BBICOKOM CTOMMOCTHIO KCCJIELOBAHUSA.
B HeBposornueckom craTyce NaTOJOTUUECKUX UBMEHEHU I
Ha TOT MOMEHT He OoTMeuasiochk. Ha MOMEHT mpoBeJeHUs
obciie[oBaHUA MaI[MeHTa aHAJIN3 OKWCTEPOJIOB, SBJISO-
meroca CKPUHUHT TecToM, B Poccuiickoit Penepanuu He
IPOBOAMJICA M B 3apyOEKHBIX JIaOOPATOPUAX HAXOAUJIICA
Ha cTaguu paspaboTKU, II09TOMY HTO HCCJIEJOBAHUE He
MOTJIO OBITH BHIIOJHEHO. KpoMe TOro, yUuTHIBaAA KIUHU-
KO0-J1ab0paTOPHBINT CUMITOMOKOMILJIEKC, BKJIIOYAIOIIUHA
HUBKYI0 aKTuBHOCTH (pepmeHTa I'T'T Hapany ¢ mOBBIIIe-
HUEM JPYTUX MapKepoB XoJjecTasa, AuddepeHInaabHbIi
IUArHO3 IIPOBOAUJICS C IPOTPECCUPYIOIIUM CeMeHHBIM
BHYTPUIIEYUEHOYHBIM X0JiecTa3oM 1-ro u 2-ro Tunos. IIpu
npoBeneruu J[IHK-amanuza rena ABCBI11 (ceMeiHBINI
BHYTPUIIEYEHOUHBINI XOJjecTad TUIl 2) ObLIO BBIABIECHO
IBe 3aMeHbI B KOMIIAYH[-Te€TePO3UTOTHOM COCTOSHUU:
¢.890A>G (Glu297Gly), koTopas onrcana pamee B JIUTe-
parype u SABJAIOTCA IIaTOTe€HHOU, u 3ameHa c.1331T>C
(Val 444Ala), maroreHeTuuecKkas 3HAUMMOCTB KOTOPOM
HEOJHO3HAYHA M Ha MOMEHT KCCJIeJLOBAHUS NAHHBIX O
ee (QYHKIMOHAJIHLHOM 3HAUEHUU OBIIO HEZOCTATOUHO.
B pa6ore J.A. Byrne et al. npoBoauiocs mucciemnoBanue
(DYHKIIMOHAIBHOTO 3HAUEHUA JaHHOTO BapUAHTa, U aBTO-
PBI IesIaioT BBIBOX, UTO Ipu BapuaHTe A444 KOJIUYEeCTBO
oenxa BSEP, kogupyemoro reaom ABCBI11, 6onee HuU3-
Koe, ueM ITpu BapuaHTe V444 m COOTBETCBEHHHO MOYKET
uMeTh KianHudecKoe sHauenue [11]. Ha ocHoBauuu moJry-
YEeHHBIX Pe3yJIbTATOB ObLI BHICTABJIEH NUATHO3 CeMEMHBIN
BHYTPUIIEUEHOYHBIN X0JIeCTas TUI 2.

BonprHOMY OBLTa TPOJOJIIKEHA CUMITOMATUYECKAd
Tepanus, BKJIIOUaolas jeuebHOoe MUTaHWe C MTOBBIIIEH-
HBIM COZIePKaHUeM CpPeJHeIeII0YeUHBIX TPUTIUIIEPUIOB,
YPCOE30KCUXOJIEBYI0 KHUCJIOTY U KUPOPACTBOPUMEBIE
BUTaMUHBI. K Bo3pacTy 5 MecsleB JKU3HU OTMEYAJIUCh
UCUYEe3HOBEHUE JKeJITYXM, YMeHbIIIeHe Pa3MepOB IIeUeHU
o 4 cM, OJHAKO pa3Mephl CeJe3eHKU YBEeJIUYUJIUChH 10 9
CM HUKe Kpas peOepHOIl IyTru.
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K 7 mecamam KusHM HOPMAaJM30BaJCA YPOBEHb
ounupybuna, kK 12 mecsamam — ypoBeHb AJIT, coxpaus-
Jochk HeboabIioe yBenuuyeHue akTuBHocTu ACT menee 2
HODPM, K BO3PACTy 3 JIeT COXPaHAJIOCh TOJIbKO HEeOOJIbIIIOe
noswimenue ACT (puc. 2 u 3).

Ipyrue buoxuMuyecKme MapKephbl xoJjiectasa (xoJie-
creput, 1P, TpuUrauiepuabl), a TaKKe IOKa3aTeau
CUHTETHUUYECKON (DYHKIIUY IIeUeHU B TeUEHUE BCEro Iepu-
oja HabOIOIeHNA 3a Pe0eHKOM OBLIN B IIpeeax HOPMBbI.
K Bospacty 6 MecsdAleB KH3HUM OTMEUYAJOCh yMEpPeH-
Hadg TpoMmbomuToneHus B cpejHem 144—152-109/x1 c
MaKCUMAaJIbHBIM CHUKEHUEM YPOBHS TPOMOOIUTOB M0
112-109/1. [lanHOe U3MeHeHHe COXPAHAI0Ch B TeUueHNe
BCero nepuoja HaOJOAeHUs U 00YCJIOBJIEHO THUIIEePCILIe-
HU3MOM.

HecmoTpsa Ha mpoBemeHue jeueOHOTO IUTAHUA, B
TeueHUe I[EePBOrO roja KU3HU OTMeYasioch OTCTAaBaHUE
pebenka B (U3MUECKOM Da3BUTHU, B TEUEHUE BTOPOI'O
roja JaHHbIe I0KA3aTe/ [IOCTEeIIeHHO HOPMAIN30BAJIUCh.

K Bospacty 2 ser pasmepsl eUueHU IIOCTEIIEHHO HOP-
MaJIM30BAINCh, COXPAHAJIOCH €€ YILJIOTHEHUE, pasMephl
ceJieBeHKY YMEHBIINJINCH 10 6—7 cM HUKe Kpasi pebepHoi
nyru. IIpu 8TOM OTCYTCTBOBaJIM IPU3HAKU IIOPTAJIBHOMN
TUIEPTEeH3UU: FeMOAUHAMUYECKEe II0KAa3aTeJ! I0PTalb-
HOM crucTeMbl GbLIN B IIpeesiax HOPMBI, BEHbI IUIEBOZA
He PaCIIUpPeHbI.

B Bospacre 2 ser m 10 MmecsAleB Immocje ImepeHeCeH-
HOT'O OCTPOr'0 OTHUTA DPEeGEHOK IIepecTaj CaMOCTOSTENb-
HO XOAWTH, IEePegBUTAJICSA C IOALEPIKKOIl, mepecTas
CaMOCTOSITEJIBHO €CTh 13-3a BBIPA’KEHHOTO TpeMopa.
IlosiBuBImIVIECST HEBPOJIOTMUYECKUE CHUMIITOMBI 3aCTAaBUJIU
BepHYyThCs K Oosiesaau HIIC. IIpoBeneH mOJHBIN aHAIU3
rena NPCI1. BoisgB/IeHBI oniucaHHas B 6a3e JaHHBIX MyTa-
musa ¢.2777C>T (p.Ala926Val (CM077214)) u myranus
c.2196dupT B KOMIIAyHI-reTE€PO3UTOTHOM COCTOSHUM,
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YTO IO3BOJIMJIO IOATBEPAUTH IIPEAIOJaraeMblii paHee
IUAarHo3.

IIpu peTpoCHeKTUBHOM aHAJIN3€ HEBPOJOIHUECKOTO
craryca pe0eHKa B TeUEHUE IIEPBOTO I'0Za ICUXOMOTOD-
HOe pa3BUTHE COOTBETCTBOBaJO Boadpacty. C 2 mecsieB
HaYaJ Jep’KaTh I'OJIOBY, ¢ 4 MecsIeB IIepeBOpaYUBAJICH,
¢ 7—8 mecsaes camocroaTeabHO cuges. C 1 roga 3 mecs-
1eB HAYaJl CAMOCTOATEJIbHO XOAuTh. IIpu aTomM ormeua-
JINCHh HEKOTOPOe 3aBeJeHNe CTOIbI KHYTPU U HEJIOBKOCTD
npu xoxns0e, YTo, BEPOATHO, ObLIO IePBLIM IPOABIEHUEM
3abosneBanudA. K 1 roxy ropopuia okoso 10 cioB, ppazoBas
peub moaBuiachk ¢ 1,5 smer. C Bo3pacra 1 roma mosaBu-
JINCHh IONEPXWBAHUSA, CTEPEOTUIIHbIE ABU)KEHUS B BUJE
nortupanud riaa3. C 2 jger 3 MecsneB MOABUJICA TPEMOP
BEPXHUX W HMKHUX KOHEYHOCTEH Iocjie cHa, B 2 roxa 6
MecAIleB — TPeMop cTaj 0oJiee ABHBIN, IPUCOEIUHUIUCH
TPEMOD T'OJIOBBI U ATAKCHUS.

K momenTy HammcaHusa maHHOW CTAThbU BO3PAacCT
pebenka moctur 3 jer u 9 mecsieB. B HeBposiornuecKoM
craryce: 0O0IIEMOSTOBBIX U MEHUHIEAJbHBIX CHMIITOMOB
HeT. Co CTOPOHBI UePENHBIX HEPBOB: 3peHUe IPeIMEeTHOe,
raasubele Iean, S=D, 3amenjieHre ABUKEHUS TJIa3HBIX
s0JI0K TI0 BePTUKAJIU, 110 TOPUSOHTAJH B IIOJTHOM 00'beMe.
HemocraTouHOCTh KOHBEPreHIIMU CJieBa. 3pauyKu CUM-
MeTpuuyHble. POTOpPEaKI UM KUBbIE. JIUIIO CUMMeETPUY-
Hoe. Hucrarm ycTaHOBOYHBIM B KPaHUX OTBEIEHUAX.
T'smorounnie u HEOHBIE peduieKchbl BbicoKme. CanuBanusa
ycuneHa. SI8bIK IO cpemHelr JuHUH. PedJieKcbl Opajib-
Horo aBromartusma (Bropma, Mapunecky—PamoBuua) —
noJioyKuTeNbHbIe. [lu3apTpus IOLKOPKOBO-MOBKEUKO-
Basg. Pe0eHOK Hep:KUT TOJOBY, CUIUT 0e3 HOAINepPKKU
C KPYIJIO CIMHOI, XOAWUT C IOJIEeP:KKOU 3a 00e PyKu,
IIOXOJKA aTaKTMKO-IIOJIMHeBponaTuyecKasd. MbIeuyHbIi
TOHYC AUCTOHUYHBIN. CyXoKUJIbHBbIE pPedIeKChl OXKUB-
JeHbl, Ooxabine cupaBa. IlaTosmoruyeckue pedJieKch
Babunckoro, Poccosumo BBIBBIBAIOTCA C ABYX CTOPOH.
Bprommabie pedekchl cuMMeTpPUYHBIE. ATaKCUS TYJO-
BumHasg. OTMeuaoTesa JUCMeTPUA U NHTeHIITMOHHBIN Tpe-
MOD IPY BBIIIOJHEHUMN KOOPAUHATOPHBIX ITP06. Briciue
KODKOBBIe (DYHKIIMU: HAa OCMOTD DearupyeT aJeKBaTHO,
JIETKO BCTYIAeT B KOHTAKT, OKPY KAOIINM HHTEPECYeTCs.
OpueHTHPOBAH HAa COBMECTHYIO [esITEeJIbHOCTH CO B3POC-
apiM. THCTPYKIIMY yCBAMBAET U BHIMIOJHAET N30HpATEIIb-
Ho. IlokaspiBaeT mpeameThl mo oOpasimy. IloxaswiBaeT
YacTyu TeJia II0 MHCTPYKIMU, WHOTAA olnubdasdck. He
CKJIaABbIBAaeT m3o0paskeHue U (QUIYPYy M3 OBYX dYacCTew.
PucyHok — Ha ypoBHe KapakyJib. [lonuMaer obpaleHHy 0
peub. JKcIpeccuBHAsA pedb — B (popMe mpocToii (pasbl.
3azeprKKa ICUXOPEeUEeBOT0 PA3BUTHA.

C MOMeHTa IOSABJIEHUS HEBPOJIOTHUYECKUX CHUMIITO-
MOB ¢ BodpacTa 2 jieT u 10 MecsiiieB peOeHOK ITOTepAa 2 KT
Beca U B HACTOsIIee BpeMsi OTMEeYaroTCs MIPU3HAKY TUII0-
Tpodum I crennenu. Ha ocHOBaHMY KJIMHUKO-MHCTPYMEH-
TaJbHOTO 00CJIeIOBAHUA OTMEUAIOTCA Ipus3HaKy Guodposa
neuenu. I[Ipu aToM (PYHKI[MOHATBHOE COCTOSHUE IE€UYEHU
B npeznenax HOpMbI. CoxpaHseTcss BHIpAKeHHAs CILJIeHO-
meranud (+7 ¢cm) 6e3 IPUBHAKOB IOPTAJIbHOMN THIIEPTEH-
sun. B Teuenue nmocaeqHux 1,5 MecsIiies HaAUATO JieUeHE
npenaparoMm Muriaycrar ¢ HEKOTOPOH ITOJOMKUTEIbHONI
IUHAMUKOM.
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O6cy:kaenue

B mamem HaOMOAeHUN IPEACTABIEH KJINHUUYE-
CKUI mIpuMep paHHell MmiaageHueckoii popmur HIIC.
Corytacuo nmpuuATOoi Kaaccupuramuu HIIC Bpeme-
HeM HauaJia 3a00JIeBaHUS IPUHATO CUUTATH BO3PACT
BOBHUKHOBEHUS IICUXOHEBPOJOTMYECKUX CHMIITO-
moB [1]. Tak, B HamieM cayuae, HECMOTPA Ha PaHHee
BOBHUKHOBEHNE CHHPOMA X0JIeCTa3a B HEOHATAJIb-
HOM IepHuOoe, HEBPOJOTrNYECKNe HAPYIIeHUs CTaIN
3aMEeTHBI TOJIBKO K KOHIIy I[I€PBOr0 roja KU3HU
(MBbIIIIeUHAS UCTOHUS, JUCPArusi, CTePEOTUIINH 110
TUIYy TOTUPAHUA TJIa3), YTO COOTBETCTBYET PaHHeH
miaageHueckoi opme 6oaesau HIIC, mpu KoTopoit
HEBPOJIOI'MYECKHNEe CUMIITOMBI IIOSBJISIOTCS B IIePHU-
on ¢ 3 mecanes po 2 gert [2]. IlokasaHo, uTo mpu
pauaux miaagendeckux Qopmax HIIC meomaTaab-
HOe IIOpaskeHH’e IIeUeHHU BBIABJseTcs B 45—65%
cJiyuyaeB UM B OOJIBIIIMHCTBE CJIYy4aeB IIPOSBJISETCS
CHHIPOMOM XO0JIECTa3a YaCTO B COUETAHUU CO CILIEe-
"Homerasuei [6]. IlepBbIM KIMHUYECKUM HIPU3HA-
KOM 0O0JIe3HH y HAIIIero MaIlMeHTa ABUJICS CUHIPOM
Xo0JiecTasa, KOTOPBIN K BO3PACTy 2 MECSIIEB JKU3HU
COYeTAaJICS CO BHAUUTEIHHON CTEIIeHbI0 YBeJINUCHU S
pPasMepoB ceie3eHKHU [0 7 CM HHUKe Kpas pebepHOit
nyru. CIieHOMerajaus CYNTAETCS MOYTH IIOCTOSH-
HBIM BucliepaabHbiM cumaoTomom HIIC mHesaBucumo
OT KJMHHUYECKOW (opMbI 00JIe3HU, UTO HaOJIIO[a-
JIOCH y HAIlero 60JbHOrO.

BripaskeHHas CIJIeHOMerajus XapakTepHa
Tak:xe mJs1 6osiesHu I'omre. OgHAKO HE3HAUNUTEIBHOE
IIOBBINIEHNE AKTUBHOCTH (DepMEHTa XUTOTPUO3U-
Ias3bl IIO3BOJIAET HUCKJIOUNUTH HAaHHOe 3a0oJjieBaHUe,
TaK Kak npu 6ose3nu 'omre faHHBIN (DEPMEHT IOBBI-
maercsa BO MHOro pas. VssecTHo, uTo sTor ¢dep-
MEHT SIBJISIETCS MapKePHBIM (DePMEHTOM JIU30COM U
MOJKeT IOBBIINIATHCA He TOJIBbKO IIpu Oose3uu ['ore,
HO ¥ IIPU APYTUX JU30COMHBIX 00JI€3HAX, B T.U. IPU
6omesnu HIIC [4]. duddepeHIIaabHBIN IUarHo3
OPOBOAUJICA C OOIIMPHOM IPYIION APYTUX 3a0oJie-
BaHUM, B T.4. MeTabOJIMUYECKUX : 00JIE3HBI0 HAKOILIE-
HuA 3puUPOB XojecTepuHa u 6oJiesHbI0O BoabMmaHa,
rajaxkroseMues, Ae@UIUTOM 0{-aHTUTPUICHUHA,
TUPO3UHEMUEH, MUTPYJUHEeMUEeN 2-T0 THIIA, IIPO-
rpeccUpPyiIUM CeMENHBIM BHYTPUIIEUYEHOUHBIM
X0JIECTAa30M, MUTOXOHAPUAIbHBIMY HAPYIIIEHUAMU,
cuHIpOMOM AJaKuiab u ap. [12].

B HeomaTasbHOM II€PHOAE OTMEUaJIOCh He0OIb-
II10€ IIOBLIIIIEHNE YPOBHS rajIakKTO3bl B KPOBU, KOTO-
poe, II0-BUAMMOMY, OBLIO BTOPUYHBLIM IO OTHOIIIE-
HUIO K XoJecTasdy. IIpu mpoBeeHnH B JaJIbHEHIIIeM
MOJIEKYJISIPHO-T€HeTUYECKOr0 WCCJICIOBAHUS IHAa-
THO3 TaJlaKTO3eMUU OBLLI HMCKJIIUYeH. IIpu ocmoTpe
pebeHKa OTMeuanch MHOKECTBEHHbBIe MeJIKOTOUeu-
HbIe 0eJIOTO I[BeTa, ILJIOTHBIE 3JIEMEHTHI HA T'0JIOBE U
rPpyAu BHEIIIHE ITI0X0KMe Ha KCAaHTOMBI. BO3MOXKHO,
o0pasoBaHme KOKHBIX JIEMEHTOB CBS3aHO C HAKO-
mwiesueM gununoB. OgHAKO B JUTepaType HaM He
yaajJoch HaliTH HOH00HOe ommcaHue. ¥y MOalueHTa
OTMEUAJICS CAMOIIPOU3BOJILHBIN Perpecc 3JIeMEeHTOB
K KOHITY II€PBOr0 I'oJia KU3HU.
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B mamem HzHabaogeHHUH Opu MOpPQoOJIormye-
CKOM WCCJIeIOBAHMM OUONTATA II€YeHU BLISBJIE-
HbI HAOyXInne Kym(epoBCKUe KJIETKH C IeHMNCTOU
IIATOILIA3MO, YTO 3aCTABUJIO IIOAYMATH O JIL30COM-
HBIX 00JIE3HAX HAKOILIeHUs, B T.u. 0osesuu HIIC.
OmHAKO M3BECTHO, UTO 9TH U3MEHEHUS He ABJISIOTCS
CHenUMPUIHBIMY U MOTYT BBISIBJIATHCA IIPU HEKOTO-
puIxX npyrux 3aboaeBaHusax [2]. Kpome Toro, mo gau-
aeiM D.A. Kelly et al., B Teuenune mepBbIX MecAIEB
JKUSHHU XapaxkTepHble MOP(OJIOrnyecKue u3MeHe-
HUSA BBLISIBJISIFOTCSA MeHee YeM B IIOJIOBUHE CJIyYaes.
Bosee muGOPMATUBHBIM CUMTAETCS TI'UCTOJIOTHUE-
CKO€e mcCJIe[JoBaHue OMomTaTa KOCTHOI'O MO3ra, IPHu
KOTOPOM XapaKTepHble W3MEHEHUsS MOTYT OTMe-
YyaThCA B OOJIBITMHCTBE cayuaes [5].

ConenmuduuabiM Omoxmmuueckum tectrom HIIC
sABJsSETCA OOHApPYsKeHHe HedITepUu(PUIMPOBaAHHO-
ro XoJieCTepMHA B JIM30COMAX B KYJIbType KO-
HBIX (pUOPOO6JIACTOB C IIPOBEAEHHEM HarpPy30UHBIX
TECTOB, OJHAKO 9TO MKCCJIEIOBAHWE IIPOBOILUTCS
TOJIbKO B HEOOJIBIIIOM UYKCJIe CIeIUATN3UPOBAHHBIX
JabopaTopuii, a TaKyKe CYIIeCTBYIOT TeXHUUECKIe
TPYAHOCTH IIpU 3ab0pe MaTepuajaa y JeTel IepBhIX
mecsnes :KkusHu [13].

¥ marmrero 60JIbHOTO OTMEYAJIOCh ITOCTEIIeHHOe
KyIMPOBAaHME XO0JIeCTa3a K KOHILYy II€PBOr0 Ioja
JKUBHU, OJHAKO COXPAHSJICA TellaToJNueHaJbHBIN
CHUHIPOM, a K BO3PACTY 2 JIET OIPEeIeIsAI0Ch TOJIbKO
yBeJINUeHNe Pa3sMepoB ceie3eHKHU N0 6—7 cM HUKe
Kpas pebepHO# Ayru 0e3 IIPU3HAKOB IIOPTAJIbHON
runepreH3uu. JJlaHHBIN BApUAHT Pa3BUTHUA 00JI€3HU
ABJAeTCA HamboJsiee TUIMUYHBIM U OMHCAH B 0OJIb-
muHCcTBe pador. B uccaemosanuu D.A. Kelly et al.
CaMOIIPOM3BOJBHBIN perpecc xojaecrasa onucany 31
u3 34 mereir (91% ) [5].

Hasa quarsoctuku HIIC BasKHBI BO3pAacCT IOAB-
JIEHUS U XapaKTep HeBPOJIOTUUYECKUX PACCTPOMCTB.
Huaruoctuueckum cumirromom HIIC B panHem BO3-
pacTe SBJISIOTCS MOTOPHAS HEJIOBKOCTb U HEYKJIIO-
JKeCTh, MHOTJA B COUETAHUUU C 3aJ€PKKOU IICUXO-
MOTOPHOTO UJIA TEMIIOB JBUIATEJIbLHOT'O Pa3BUTUS
[1, 4]. O6bIYHO HAHHBIE CUMIITOMBI IPEIIECTBYIOT
Pa3BUTHUIO MOBYKEUKOBOUW CHMIOTOMATUKHU (aTak-
cusi, TPEMOpP), KOTOPbIe HMOABJISAIOTCI K 2—4 romam
JKU3HM, YTO HAOJIIOMAJIOCHh W y HAIIero IaljieHTa.
B OoapmimucTBE CiyuaeB, HECMOTPsS HA HaJIUUYNe
9THUX XapPaKTePHBIX CUMIITOMOB, YCTAHOBJICHUE Ha-
THO3a 3a[ePKUBAETCSA MO0 IIOSBJIEHUS [IaTOIMOHUY-
goro cumnroma HIIC — samenneHue ABUMKEHUS
IJIa3HBIX SI0JIOK IO BEPTUKAJIU, IIOCTEIIEHHO TPAHC-
GopMUPYIOIIErocsa B BEPTUKAJIbHBIN HAABAAEPHBIN
odrasbMorapes. B gajbHeHIIeM IIPUCOEIUHAIOTCS
CHUMIITOMBI IIOPAKEHUSA CTBOJIA I'OJIOBHOI'O MO3Ta —
aIu3apTpusd, nuchOoHus, dSKCTPAINPAMUIHBIE HAPY-
HIeHUs W Ap. Y Haiero 00JBbHOT'O STOT CIeru(uy-
HBIA U JUATHOCTHUYECKMU I[eHHBI CHMIITOM CTaJl
3ameTeH K 3 rogam. K cuenmu@uUuHBIM CHMITOMAM
HIIC oTHOCUTCA TaKKe KaTaIlJIEKCUA, HO 9TOT CHM-
IITOM OTCYTCTBOBaJ y Hamrero maruenrta. Cpemu
HacCJIeICTBEeHHBIX HelipomMeTaboJnuecKux 3aboje-
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BaHHN auddepeHInaIbHEbINl JUATHO3 IIPOBOAUJICS
C FaHIJIMO3UI03aMU, HeBPOJIOTUUECKUMH (hopMaMu
6oJie3uu I'otrie, KOTOpbIe OBLIN NCKJIIOUEHEI JJadopa-
TOPHBIMY METOIAMU.

MPT ronosuoro mosra mpu HIIC mepeako He
u3sMeHeHa (Kak y HaIero 60JIbHOr0), 0COOEHHO Ha
pPaHHUX cTaauAX 00JIE3HU; CO BpeMeHeM HapacTaer
arpodusi, HO JaKe HA MMO3AHUX CTAAUAX KapTHUHA
MPT mo:xetr 61T HOpMaJILHOM [14].

Huarnoctuka HIIC sarpymgHuTenbHa B CBA3U
¢ Hecnenmu(pPUUHOCTHI0 CHMIITOMOB HA HAYAJIBbHBIX
sramax 0OJIe3HHM U B psAe cjaydaeB 3abojieBaHue
ocTaeTcs HepacIlO3HAHHBIM Ha IIPOTSKeHuu 5H—06
JIET OT IOSBJIEHUS II€PBBIX KJIMHUUYECKUX CHUMIITO-
moB [13]. IIpaBuIbHBIN AUATHO3 HAIIIEMY IAIUEeHTY
OBLTT YCTAHOBJIEH K 3 rojlaM JKM3HU IIOCJIe MOSBJIE-
HUSA HEBPOJOTUUYECKUX CUMIITOMOB.

B mamem cayuae mmartHos3 ObLI IIOATBEPIKIEH
MOJIEKYJISIPHO-TEHeTUUYECKNM MeTOogoM. B 1mep-
BYIO Ouepenb, C y4yeTOM PaHHEN MaHupecTaruu
00JIe3HN MIPOBOAMJIACH AUMArHOCTHKA reHa NPC2
— IATOTeHHBIX MYTAIlUi He oOHapy:keHo. Ilocie
BOBHUKHOBEHUS HEBPOJIOTMUECKUX HAPYIIEHUN u
IIOBTOPHOIO aHAJIN3a KJINHUKO-aHAMHECTUUYECKUX U
J1ab0pPaTOPHBIX JAaHHBIX ObLI IIPOBEEH IIOKNCK IIaTO-
reHHbIX MyTanuii reua NPC1. Boeliu o6HapYKeHbBI
onmcanubie B 0ase maHHBIX MyTamusa rexma NPCI
c.2777C>T u myranua c¢.2196dupT B Kommayxa-
reTepO3UroTHOM COCTOSHUM, UTO HOATBEPIUIIO JHUA-
ruo3 HIIC. CorsacHo JaHHBIM JUTEPATYPHI, Y 00Jb-
HBIX ¢ MyTanueii c.2777C>T B KoMIIayH-TeTePO3N-
TOTHOM COCTOSIHUM C APYTUMU MYTAIUIMUA BO3PACT
mebrooTa 3a00/IeBaHUSA BapbUPYET OT MJAJeHUYEeCKOUn
GopMBI 0 IIOAPOCTKOBOI'O BO3pPacCTa, B KJIMHUYE-
CKOIl KapTuHe HAOJIOJAIOTCS PA3JIUYHON CTelleHU’
BBIPAJKEHHOCTH TIelaTOCIJIeHOMerajaus, IIporpec-
CHUDYIOI[e HEBPOJOTMYeCKHe HAPYIIeHUs, YTO U
oTMevaJioch y Hamiero 6oabHOTO [2, 10]. Ontucanmit
KJIMHUUYECKUX CJIy4YaeB CO BTOPOU MyTalueil HalTu
B JOCTYIIHOM HAM JINTepaType HAaWuTHU He YAAJIO0Ch.

Taxum oO6pasom, B HalIeM HaOJIOJeHUU IIPeN-
CTaBJIeH KJIMHUYECKHUN CHUMIITOMOKOMILIEKC HEO-
HaTaJdbHOII MaHHu(ecTalnl PaHHEN MJaJeHUYecKOou
dopmer Oosesuu HIIC. OmHako yuuThIBas pen-
KOCTb 3a00JI€BaHUS U HAJIWUUYUA M3MEHEHUU B TeHe
ABCBI11, cBUIeTeJbCTBYIOIINX B II0Jb3y APYroO-
ro 3abojieBaHUs, AUATHO3 OBIJI YCTAHOBJIEH TOJb-
KO IIOCJIe MOSBJICHUS ¥ Pe0eHKa HeBPOJIOTMYECKUX
nposBiaenunii. Takike MBI He MOKEM IIOJIHOCTBIO
HCKJIIOUUTD, YTO BapuaHTel reHa ABCB1 1, KoTophie
OBbLJIY BBISIBJICHBI V HAIIIErO IAIMEHTA MOT'YT BIUATD
HA CTeIlleHb BBIPAKEHHOCTH XO0JIeCTa3a B pPaHHEM
BO3pacTe, IMOCKOJIbBKY o0a HalgeHHBIX BapHaHTa
OKa3bIBAIOT BIMSHNE HA PYHKIIUIO OeIKa.

Hasa 6omesnu HIIC Bo3sMoOKHA IpeHaTaJ bHAA
OIUArHOCTHKA U pPaspaboTaHO IIaTOreHEeTHUUYEeCKOoe
JIEYeHWE, UTO OIpeAessieT MCKIIUNTEIbHYIO BaK-
HOCTBH paHHel AuarHocTuku. Ha ocHOBaHMU aHAIMU-
3a JUTEePATYPHBIX JaHHBIX X COOCTBEHHOT'O HADJIO-
JEeHUsI CYNTAaeM BO3SMOYKHBIM PEKOMEHI0BATH 00CIe-
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nosauue Ha 0ose3Hb HIIC Bcex HOBOPOKIEHHBIX U
neTeil MepPBbIX MECAIEB JKU3HU C CUHIPOMOM XOJIe-
cTasa, a TaK/Ke MB3O0JMPOBAHHON CILIeHOMeraauen
WJIN relaTocILieHoMeraaneii. B HacTosllee Bpems
BO3MOJKHO MCCJIEJOBAHVE YPOBHSA OKCHCTEPOJIOB B
KPOBHU, SIBJISIOIIErOCHd CKPUHUHI TECTOM, II03BO-

JAKIIUM OIIPpeAeJIUTh IIOKa3aHUudA K BBIIIOJTHEHUIO
CJIOJKHOI'O MOJIEKYJIAPHO-T€EHETUYECKOI'0O TeCTa.

Hcmounuk ¢purnacuposanus: asmopsl nodmeepouu
omcymcemaue QuHaHCco80il noddepicku ucciedo8anus, o
KOmopoil Heo6x00umMo cooowum.
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PEDMEPATHI

TECTAITHOHHBIH BO3PACT H I'OTOBHOCTH HEJ[OHOIIEHHBIX JJETEH K JOIIKOJBHOMY
OBYYEHHIO B IETCEOM CANY

3adaua uccnedog8anus — U3YLUMb C613b 2eCMAUUOH-
HO020 803pacma u 20mo8HOCMU K 00Y1LeHUI0 LMeHU0 U OCHO-
eam mamemamurxu 8 demckom cady. Aémopuvl npednoaa-
2arom, ymo 0emu, poxOeHHble ¢ HUSKUM 2eCMAUUOHHbLM
go3pacmom, 6ydym MmeHee nodzomoaJjeHvl K yuebe, uem
demu, poxcderntvie Ha cpoke 39—41 nedens. Hccaedosarnue
grntouano 5250 demeii. C nomouwsblo Cneyuaiu3upo8a-
HOIL cucmemvl OUeHUBALU UX YCNeXu no mamemamukre u
umenutw 6 demcrkom cady. Ilpu pesyarvmamax mecma 21,5
06a/L7106 NO LMeHU U mamemamure nod20moexka K uLkoJie
cuumaemcsa naoxoi. OIII u JTH 95% naoxoii nodzomosrku
K WKoNe ObllU OUeHEeHblL ¢ UCNONb308AHUEM MHO20(paK-
MOPHO20 AHANU3IA JIOZUCTUYLECKOU pezpeccuu; zecmauyu-
OHHbBLIL 803pacm Ovla paddeneH HaA kKamezopuu (2ayo0Ko-
HedoHowernHble (I'H ), ymepenno HedoHoweHnHble (YVH ),
He3HavyumeavbHo HedoHoweHHvle (HH ) u 0oHOWeHHbLE ).
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C yeavio nposepku kax0oil Kamezopuu npogoouLU nap-
Hble cpasHenus. Buiagiena c643b mexn0y eecmayuoHHbLM
603pacmMoM U HU3KOI 20MOBHOCMbIO K WKOJE 1O Yme-
HUI0 U Mamemamuke ¢ nopozosvlm appexmom y demeil,
posxcdennvlx Ha >32-ii nedese OepemenHocmu. B Koppek-
yuonHoil. modeau Oas epynnv. I'H demeii OII nu3skoll
ycnesaemocmu no YmeHul u mMamemamure coCmasuo
2,58 (95% JH 1,29-5,15) u 3,38 (95% [JH 1,66—6,91)
coomgemcmeenno. Y Oemeiil, poxicdennvix YH u HH,
20MOBHOCMb K ULKOJE He OMJAULALACL OM OOHOULEHHbLX
Odemeil. Pesynivmamut 0aHH020 UccLed06AHUS NO3BOLAIOM
pexomendosamyv nocmosrHoe HabL00ernue 30 pa3sunmuem
I'H demeii 0o o0yuenus 6 demckom cady.

Prachi E. Shah, Niko Kaciroti, Blair Richards, Julie
C. Lumeng. The Journal of Pediatrics. 2016; 178: 61-67.
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