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POJIb AE®ULINUTA BUTAMUMHA D B OTUOIIATOI'EHE3E
PACCTPOMCTB AYTUCTUYECKOI'O CIIEKTPA

Pe3tome. B cmamve npusedenvl cogpemeHnnbie danHvle 0 elusHuu eumamurna D Ha pazeumue
pebenka, smuonamozene3 paccmpoticme aymucmuveckozo cnekmpa (PAC), npoeedena oyenxa
cocmoanus cucmemol eumamuna D y demeii ¢ PAC (nonumopgusm Bsml cena VDR, yposensv ak-
mugrno2o memaboruma eumamuna D (25-OH-D), kanvyuii, hocgpop, wenounas gpocghamasa kposu,
npobda Cynkosuua) ¢ yuémom cOnymcmeyoule2o usMeHeHus akmueHocmu gepmenmos goiramuo-

MEeMUOHUHOB020 YUKIA.

KarueBble cioBa. paccmpoiicmea aymucmuueckozo cnekmpa, eumamun D; nonumopgusm

VDR, ¢honamno-memuoHuHOBbIU YUKIL.

BBEJIEHUE

Ha ceromHsAmHMN NeHb pacCTpOMCTBA ay-
tuctuueckoro cmnekrpa (PAC) paccmarpuBa-
IOTCSl KaK SMUAEMHUS — TOJbKO 3a MOCIEAHUE
5 et yactoTa nmaToJioruv Beipocia ot 1: 166 1o
1:68 nereii [1]. 3a 5 ner 3ab6oneBaemocts PAC, B
COOTBETCTBUU C O(UIIMATBLHBIMU CTATUCTHYEC-
kuMH JaHHeIMH MO3 Vkpaunsl, Bo3pocia Ha
194%. Iloka3arens nepBUYHON 3aboseBaeMoc-
™ PAC B YKpanHe cTaOUIbHO yBEJINYMBACTCS
¢ 2006 r.: B 2007 r. Ha 28,2%; 2008 r. — Ha
32,0%, 2009 r. — na 27,2%, B 2010 r. — Ha
35,7%, 2011 r. — na 21,2%, 2012 r. — Ha
25,3%. Pacnpoctpanénnocts PAC B perckoit
MOMYJISILMM 3a 3TU roja Bo3pocia B 2,84 pasa,
c 17,0 no 48,2 na 100 000 wnacenenust [2].
Takoit poct umcna 6onpHBIX ¢ PAC moTuBH-
pPYET MOUCK MPUYUH €r0 Pa3BUTHSL.

HecmoTpss Ha OrpomMHOE 4YMCIO HAy4YHBIX
HCCIIEIOBAHUI B 3TOM 00J1aCTH, €IUHOIO 3THO-
MaTOr€HETUYECKOro Mexanu3ma pa3zputusi PAC
HET, HO CYILIECTBYIOT TEOPUH €r0 BO3HUKHOBE-
HUS (TEHETHYECKUE W HETeHETHYECKHUe), KOTO-
pble OTpaXkaroT BEPOATHBIC, HO HE JOKA3aTelb-
Hble MeXaHu3Mbl [3, 4]. PacTyiiee yncio nanu-
€HTOB, C OJHOM CTOPOHBI, OTMEYAIOT IOUCK
TaKUX MEXaHU3MOB, C JAPYroil — ycyryOuisioT
HETOHUMAaHUE UCTUHHBIX MPUYUH MOSBICHUS U
pa3BUTHUSA 3TOTO MAaKCHUMaJbHO KIMHUYECKU
nonuMopdHoro 3aboneBaHusl.

B cBeTe coBpeMEHHBIX 3HAHUM, BakKHAA
pons B pasButuu PAC orBomutcs oOMeHY
ButamuHa D [5]. Cuctema Butamuaa D — 3To
rpynmna OMOJOTHYECKH aKTUBHBIX BEHIECTB (B
TOM YHCJIC XOJEKATbIU(PEPOT M IPrOKATBIH (-
epon). Xonekanpuudepon (Buramun D3) cus-
Te3Upyercs MoJ JACUCTBUEM YIbTpaduoiero-
BBIX JIyuell B KOXE M TOCTYMaeT B OpPraHu3M
YeJIoBeKa C MUIeH. Dprokanbiudepos (BuTa-
MUH D2) MOXeT NoCTynaTh TOJbKO C MUILEH.

YV OosblIMHCTBA JIFOAEN BUTaMUH D cunTe-
3UpyeTCs B KOXKE MO ACUCTBUEM YibTpaduoie-
TOBOT'O 00JTy4€HHsI, OTHAKO MUTMEHT MEJIaHUH U
COJTHIIC3AIUTHBIN KPEeM IOJAABJISIOT 3TOT CHH-
T€3. DTO CUMTAETCS BAKHOW MPUYUHON IIHPOKO
U3BECTHOTO (PEHOMEHA: TEMHOKOXHE JIFOJIH,
0COOEHHO T€ M3 HHMX, KTO JKMBET B CEBEpPHBIX
mIMpoTax, crpagarT aeduuutoM ButammuHa D.
Onno w3 wuccnenoanmii (CIIIA) coobmaer o
TOM, uTO Oosee 70% Ioe, MPOKUBAIOLINX B
Hacrosiee BpeMsi Ha Teppuropuu CoeauHEH-
Hbix [IITaToB, HE UMEIOT alEKBAaTHOTO YPOBHS
BuTamMMHa D, u ero ypoBeHb MpOAOKAET CHU-
xatbes [6]. Takoil cTpeMUTENbHBINA poCT Aedu-
nuta ButamuHa D B CIIIA nHabmogaercst mapaii-
nenbHO ¢ poctoM nokaszareneit PAC. Ouenb Bax-
HO TIOHSTh, HACKOJBKO CBSI3aHBI 3TH COOBITHS,
YTOOBI MOBJIHUATH HA UX YaCTOTY.

Ecnu Butamun D urpaetr BaxHyro pojib B
pazsutuu PAC, HapylieHue JOMKHO OBITh
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MEHee paclpoCTPaHEHO HA MIMPOTaX, OJIU3KHUX
K 3kBaTopy. HekoTopelie uccienoBanus HalIu
CBA3b MEXKIy UIIMPOTOM M pPAacHpOCTpaHEH-
HocThi0 PAC y nereil, poKIEHHBIX B pPa3HbIX
ctpanax [7, 8]. B mocnemnee Bpems (2015 r.)
Ientp no kontpodto 3abonesaemoctu (CDC) B
ATnaHTe COOOITMIT pa3InIaroIIHecs UQPHI 10
pacnpoctpanénnoctu PAC u3 14 crpan mupa.
Tax, mrat ¢ caMbIMU BBICOKUMH TIOKa3aTEISIMU
pactpoctpaneHHocTH, Heto-/xepcu, sBisercs
OJIHUM U3 CaMbIX CEBEPHBIX, B TO BpEMs Kak
mrar Amabama, re OTMEueHa camas HU3Kas
pPacpoCTpPaHEHHOCTb, SIBJISETCS CAMbBIM FOXK-
HbIM [9]. OTU NaHHbBIE MO3BOJSAIOT MPEIOJIO-
XKUTh CYIIECTBYIOUIYIO 3aBHUCHUMOCTH YacCTOTBI
PAC or kiaMMmaTHyeckoil 30HBI, B KOTOpPOM
MpoXKUBaeT HaceneHue. Mccnenopanue 3aBucu-
MocTu poxaeHus aereit ¢ PAC or onpenenen-
HBIX CE30HOB, JOCTAaTOYHO NPOTHBOPEUUBHI,
OJIHAKO, OONBIIMHCTBO M3 HHUX IOKa3bIBAIOT,
yto yame aetu ¢ PAC poxnarorcs 3uMoi H,
0COOCHHO, B MapTe, KOr/la YPOBEHb BUTaMHHA
D sBasercst campiM Hu3kuM [10].

BrisiBneHa Takke 3aBUCUMOCTb Pa3BUTHUS
PAC ot xapakrepa BckapMiuBaHus. Tak, npu
IPYJHOM BCKapMJIMBAHUHM, PUCK BO3HUKHO-
BeHus1 PAC 3HaunTeNbHO BBILIE, YEM y JAETEH Ha
HCKYCCTBEHHOM BCKApMJIMBAaHMH. ITOT (aKT
OOBSACHSIIOT TEM, YTO B CMECSAX COAEPKHUTCA
CyTOYHass HOpMa BUTamuHa D, KoTOporo He-
JIOCTaTOYHO B TpPyAHOM MOJoke. Jlerckoe
MUTaHUE TAKXKE COJNEPIKUT 3HAYUTENIbHOE KOJIHU-
4ecTBO BUTaMHHAa D B mepecuere Ha KaxKIblil
KuiorpamMm Beca peOenka. [Ipeamonaraercs,
YTO OBICTPOE MPOTrPECCUPOBAHUE Ay TUUHBIX YEPT
HAaYMHAETCA C MEPEXOJAOM Ha IOJIHOE NMHUTAHHE
OmoaMu TIPUKOpPMa, 3a HCKIIOYEHHUEM TeX,
KTO NpUHUMaeT 100aBKM ¢ BUTaMHHOM D u
BUTAMUHU3UPOBAHHOE MOJIOKO [11].

B 2001 r. ucciaemomBaTtenan J0Ka3ajlM, UTO
BuTaMMH D yBenmmumBaeT (akrtop pocra
HEPBHBIX BOJIOKOH B TOJIOBHOM MO3re. YUE€HbIe
MIPUIIUTA K BBIBOJY, 4TO Aeuuut BUuTamuHa D
«JIOJKEH OBITh JIeTalbHO MU3y4eH KaK BO3MOXK-
HBIH (pakTOp pHUCKa HapyIICHHH pa3BUTHUSA
HepBHOU cucreMb». B 2006 r. noxrop AnaH
Kanyed m ero xomjeru mpennoyioXuiiv, 4TO
BuTamMuH D obecrieunBaeT «HEUpPO3auUTy, BO3-
MOXHO€ B3aUMOJICMCTBUE C Pa3IUYHBIMU CHUC-
TeMaMHu Helporeperayl Mo3ra U TOPMOHOB, a
TaK)Ke peryJisiluio noseaeHus» [18].

CoryacHO COBpeMEHHBIM JTaHHBIM, HauboJsee
BakHBIMH d(phexTamu BuTamuiHa D sBIsIOTCSL:

— aKTHBallUsl TPAHCKPUIIMKA TEHAa TPHII-
todan-ruapokcunassl 2 (TPH2) — moBbimaer
CUHTE3 CEPOTOHHMHA B TOJIOBHOM Mo3re (Patrick
RP, Ames BN, 2014);

— CTUMYJISAIIMSL ~ arlionTo3a B MMMYHHBIX
KJIETKaX aKTUBUPOBAHHBIX B-nmumdoruros npu-
BOJUT K YMCHBIICHHIO CHHTE3a ayTOAHTHUTEI
(Gatti D, Idolazzi L, Fassio A, 2016);

— YTHETEHHE CHHTE3a MPOBOCIAIUTEIBHBIX
[IUTOKHHOB;

—akTHBalMsl (QYHKIMHA OKCHTOIIMHA U
Ba30IPECCHHA;

— MPETSITCTBUE TIOBBIICHUIO YPOBHS Ka-
JBIUS B TOJIOBHOM MO3Te, KOTOPBIM omocpe-
TyeT 9KCaWTOTOKCHYHBIN 2PQEKT riryramara;

— YBEITMYCHHUE KOHIEHTPAIlMU TTyTaTHOHA,
YTO SBISETCS TPEMSATCTBHEM HAKOIUICHHUIO
TSOKENBIX METAIIIOB, (DEHONOB;

— 4-KpaTHOE yBEIMYEHUE YPOBHS ayTOaH-
TUTE K TKaHAIM TOJIOBHOTO MO3ra IIoja
(BcneicTBUE HAPYILICHUS CHHTE3a KUHYPEHHWHA
B TUIALIEHTE) BCJEACTBUE HHU3KOTO YPOBHS
BUTaMHHA J| B KpOBU OEpEMEHHOM;

— MOJaBJICHUE AKTHUBHOCTU B KHUIICYHUKE
HTPI, kotopoe nmpensTCTBYET pa3BUTHIO XPO-
HUYECKOTO BOCHAIMTENIBHOTO TMpolecca B
crenke kumeunuka (Virginia Chaldez, 2011);

— CTUMYJISIIHS DKCIIPECCUH aHTHOKCHUIAHT-
HBIX TCHOB;

— Ype3BbIYAIHO BaKHbI COBPEMEHHBIE JaH-
HbIe 00 AMHUreHeTHYeCcKOr ponu ButamuHa D —
neduuT BUTaMHHA D TPUBOAMT K TII00AIB-
HOMY TUIOMeTwInpoBanuio renoma (Haidong
Zhu, Jigar Bhagatwala et al. 2016).

Kpome Toro, yctaHoBJ€HO, 4TO MpU NpH-
MEHEHWH BHTaMuHa D CHIKaeTcs SMHUaKTUB-
HOCTb M, KaK CJIEJICTBUE, y MalMeHTOB c (ap-
MaKOPE3UCTEHTHBIMH  CyAOporamMu  yaaércs
Ky[UpOBaTh CYJOPOKHBbIE HpPUCTYNBI [26, 27,
28, 29].

YnotpebieHue OKeaHCKOW PhIOBI KHUPHBIX
COpPTOB, COJEpKalleil OOIbIIOE KOIHMYECTBO
BuTamuHa D, BO Bpems OepeMeHHOCTH T03BO-
JASET YIYYIIUTh YMCTBEHHBIE CIHOCOOHOCTH
noroMcTBa. lccnenoBaHus IMOKa3bIBalOT, YTO
HU3KOE MOTpediIeHne MOPENPOIYKTOB MaTepsi-
MU BO BpeMsi O€peMEHHOCTH CBSA3aHO C TOBBI-
HIeHneM pucka Huskoro IQ, orcraBaHuem B
COLIMAJIbHOM TTOBE/ICHUH, HAPYLICHUEM MEJIKOH
MOTOPHKH, OOIIEHWH — BCE 3TO HAMOMHUHAET
ayTuctudeckue npobuaemsl [32].

Cerogusa wusBectHo Oonee 2000 reHoB,
KOTOpbIe aKTUBUPYIOT BHTAaMHH D, mosToMy
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cucteMa BUTamMuHa D paccmarpuBaercs Kak
OJIMH M3 OCHOBHBIX 3IMUTI€HETHUYECKUX (PaKTO-
poB. O HapymieHuu Metabonusma BUTaMuHa D
MOKHO CYJHUTh IO HAJUYHUIO MOJIMMOP(HU3MOB
resa VDR.

AKTUBHBIE METa0OJIUTHI BUTaMuHa D ocy-
LIECTBIISAIOT CBOE JCHCTBHE HA YPOBHE OPraHOB-
MUILIEHEH depe3 crenuduueckue penenTopbl
sutamuHa D (VDR), kotopsie B3auMopeicTBy-
I0T B SpE C ONPEICIICHHOW I0CIIE0BATEb-
HocThI0 JIHK ¥ KOHTpOJIMPYIOT TPaHCKPUIILIUIO
COOTBETCTBYIOIMX I'eHOB. Kpome Kkinaccnueckux
OpraHOB-MUIIEHEHN (KOCTH, KUIIIEUYHUK, TTOYKH),
VDR Obun oOHapyXeHbI B MO3re, Cepile,
IVIAIKO-MBIIIEYHBIX KJIETKaX M JHAOTENIMH CO-
CYIOB,  TOIKEIYIOYHOH,  IMpeICTaTeIbHON
JKene3ax, KOKe M JIpyTHX opra”ax. B cBdA3u ¢
TaKuM IIUPOKUM pacupocTpaHeHueM VDR B
TKaHSX, Pa3UYHBIMUA HCCIIEIOBATEISAMH OBLIO
IIOKa3aHO, YTO BUTaMHMH D wurpaer BaxHYyIO
poJIb B HMMMYHHOW, CEpPIAECYHO-COCYIHUCTOH,
pPENpPOAYKTUBHOM CHCTEMax, B YIVIEBOAHOM
oOMeHe, MpeoTBpaIlaeT Pa3BUTHE PA3IUYHbIX
OIlyXOJIeH, KOHTpoJupyeTr pabory Oosee uyem
200 reHoB, peryaupys KJIeTouHyo nponudepa-
U0, IUQQepeHIpoBKY, arnonTo3 M aHruo-
TeHEe3.

B cBoro ouepeny penentopsl BuTamuHa D
Koaupyrorea reHoM VDR, s koToporo xapak-
TEPHO TE€HETHMUYECKUI MOIUMOpPPU3M, TO €CTh
CYLIECTBOBAHHE DPA3JIMUYHBIX AJJIEIbHBIX Bapu-
aHTOB 3TOro reHa B mnomyisuuu. Haumboinee
3HaYMMbIMH ~ ToauMopdusma reHa VDR,
KOTOpPbIE yYacTBYIOT B Pa3BUTUU 3a00JI€BaHUH,
spisirotesi: Bsm I, Fok I, Taq L.

[TostBNieHHEe JaHHBIX O HAJIUYUU MTOJUMOP-
¢u3moB rena VDR y nereili ¢ paccTpoiictBamMu
ayTUCTUYECKOTO crnekTpa [33] crtano misi Hac
MOTHMBAIIMEH NI W3Yy4EHMsI XapakTepa KoJle-
O0anus ButamuHa D y mamuenTtoB ¢ PAC u ux
B3aMMOOTHOUIEHMSI C Pa3IMYHBIMU CTOPOHAMH
Metabonusma. Kpome toro, B mocienHee Bpe-
Ms yJIEJIS€TCsl BHUMAHUE COCTOSTHUIO METHJIU-
poBanust rena CYP2R1 npu HemocTaTo4YHOCTH
BuTamMuHa D B opranusme. BolsBiieHue rumep-
METWJIMPOBaHMUs 3TOr0 IeHa TpedyeT Ha3Ha-
4yeHUs 0oJiee BRICOKUX J103 BUTamuHa D [34].

HEJIb PABOTbI
N3yuuth coctossHe oOMeHa BUTamuHA D
y nereit ¢ PAC g pa3paboTKu anropuTMoB
o0cie10BaHuUs U MMaTOr€HETUYECKOTO JIeUEHUSI.

MATEPHAJIBI U METO/IbI

Hamu oGcnenoBano 120 nmereit B Bo3pacte
oT 2 no 18 ner ¢ nuarHoctupoBaHHbIM PAC.
Hcnons30BaH 11aH 00OCIIENOBAaHHUSA, BKIIIOYAIO-
i B ce0s: CUHIPOMOJIOTHUECKUN U KIIMHUKO-
TeHeaJOrHYeCKUi  aHalu3, OHOXUMHYECKHUE
Meroasl (25-OH-D, cepoTtoHuH, oOmmii Kajb-
uui, romorucTenH kpou, BOXKX amunHOKuC-
JOTHI KpPOBH, Ta3oBas Xpomarorpadmus/macc-
CHEKTPOMETPHSI MOYH), IUTOTCHETUYECKUE H
MOJICKYJIIPHO-TEHETUUECKHE METOAbl  (TIOJH-
moppusmel Bsml rema VDR, MTHFR 677,
MTRR 66, MTR 2756), ynbTpa3ByKoBOE
UCCJIE0BAaHNE BHYTPEHHUX OPTaHOB.

PE3YJIbTATbHI

O6cnenoBano 74 pe6énka ¢ PAC u 46 neit-
POTHIIUYHBIX, COMATHYECKH 3O0POBBIX JIeTei
(cooTHOIIEHHE mTONIOB cocTaBwio 1:3,5 (OK:M),
YTO COOTBETCTBYET MHPOBBIM JaHHbIM). OCHOB-
HBIMU jKajo0amMu OBUIM: 3aJepXKKa IICHUXO-
pedeBoro pazsutus (100%), orcyrcTBUE 3pH-
TEITBHOTO KOHTAKTa W/WJIM YKa3aTeIbHOTO KeCTa
(63%), THUMEepaKTUBHOCTb, arpecCUBHOCTH (88%),
crepeotuniuu (85%), HapyIIeHHE CTyJa (3aropskl,
CKJIOHHOCTh K TIOHOCam, mereopmsm) — 79%,
srucuapom  (12%), ourymeHne HEOOBIYHOTO
3amaxa OT Teja, Mo, Kaja, rmota (14%), siBre-
HUSI aTOMMYECKOr0 JepMaTHTa (Jalie HEeU3BecCT-
HOM 3TUOJIOTMH W PE3UCTEHTHBIE K MPOBOAUMOMN
runoceHcuommmupytomeit  teparmun) — 41%;
M30MpaTEeILHOCTh B MTUTAHWU (KaK KaTeropudec-
KHUH OTKa3, Tak M npucrpactue) — 78%. Manu-
dectanuio 3a001€BaHUS POAUTEH CBS3BIBATH C
BakiHamen — 31%; uHbeKIMOHHBIME 32001e-
BaHMAMHU ¢ aHTHOMOTHKOTepanueii — 15%; BBe-
JICHUEM B PALMOH BBICOKOOETKOBBIX IMPOIYKTOB
nutanus (oOoraieHue panpona) — 2%; crpec-
coM — 2%; poaMTENH HHU C YeM HE CBSI3BIBAIOT —
50%.

Tak xak ocHOBHbIE (PyHKUIUH BHUTaMuHa D
CBS3aHbl C TOJAEpXKaHHEM TOMeocTa3a Kallb-
st U pocdopa, mporeccaMu MUHEpAIU3aLUuU
KOCTHOW TKaHHU, TO M KIMHUYECKUE MPU3HAKU
OTPaXKAIOT MATOJOTUYCCKUE M3MEHCHHSI UMEH-
HO B 3TOM cucreme. Ho Butamun D yuactByer
U B TJIOOQIBHBIX TMPOIECCaX — B PETYISIHIH
UMMYHOT€HE3a U KJIETOYHOW mnponudepaiuu
(Kato, 1994; Kackoff, 1998). 1 nostomy ne-
¢umut BUTamMuHa D mposBIsSETCS HE TOJIBKO
PaXHUTOM C HApPYyIIEHUEM OOBI3BECTBIICHUS KOC-
Tel, nedopmManueil MO3BOHOYHMKA M HIDKHUX
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KOHEYHOCTEHN y JIeTed M OCTeOMalsiuen U oc-
TEOIOPO30M Y B3pOCIBIX, HO U PSJIOM JPYTHX
cumntoMoB. Tak, mpu nedunure BuramuHa D
Pa3BUBAIOTCS U TJIa3HbIE CUMIITOMBI — 3K30(-
TaJbM, CBETOOOS3Hb, ClIe30TeUeHUe, Onedapo-
crasM, KaTapakTa, CKJIEpOTHUYECKHE U3MEHEHUS
B ceTyartke. [loaTomMy yTOUHSIOIIas IUAarHOCTH-
Ka morpeOoBajia KaueCTBEHHON KIMHUYECKOH
OLIEHKH (peHOTHUNa 00CIeyEeMbIX MAaIlUEHTOB.
Takol MOJX0X MO3BOJMI HAM BBISBUThH Y
o0cienyemMbIX MalMeHTOB U ApyTue KIMHUYEeC-
KHE MpPHU3HAKH, 3HAYEHHE KOTOPBIX HOTpebo-
BAJIO DKCIEPTHOM OLEHKHU. Tak, Npu OLEHKe
¢denoruna y 87% nereit ¢ PAC onpenensiiuch
npu3Haku HenupepeHITMPOBAHHON AHCILIA-
3UM COEIMHUTEIBHON TKaHU (CBETIIbIE BOJIOCHI,
OJIEIHOCTP U THUIEPITACTUYHOCTHh KOXKHBIX
MIOKPOBOB, BBIpaK€HHAsI MOJKOKHAsI BEHO3Has
CETh, TOYObIE CKJIEPHI, TUIIEPMOOHIBHOCTD CyC-
TaBOB, HapYyIIEHUE OCAHKH, IJIOCKOBAJIbIYCHAs
nedopmarus crom), y 76% — Npu3HaAKd MUKPO-
aHI'MONATHH (BbIpayKeHHAas MOJKOXHAsI BEHO3HAs
CETb, SPKO-PO30BBIE JIAJIOHU U CTOIIbI, MpaMop-
HOCTb KOXKHBIX TIOKpOBOB). OTH JOHOJIHH-
TEJIbHBIE MPHU3HAKW Jajdd HaM OCHOBAaHMS
MPENoI0KUTh, YTO Ha XapakTepe (eHorumna
00CIIeZIOBaHHBIX MMALMEHTOB HAIUIH OTPAKEHUE
MOMYJIALIMOHHBIE TEHETUYECKNE 0OCOOEHHOCTH —

HIMPOKasi pacnpoCTPaHEHHOCTh MOJIMMOP(HBIX
BapUaHTOB I'€HOB (PEPMEHTOB (POJIATHO-METHO-
HUHOBOTO I1uKia (tad. 1, E.fl. I'peuanuna, R.
Matalon, 2008), coemuHHTEIPHOTKAHHBIX HCII-
na3uii (E. B. byraéna, 2012), Mme30aepManbHbIX
nuctiasuid (JI.B. Momonas, 2015).

IIpu oOcnenoBanuu: ypoBeHb BuTamMuHa D
(25-OH-D) B xpoBu Obul cHuxeH B 88,8%
ciyuaeB neteit ¢ PAC (B koHTpone 56,4%).

MornekyasipHO-TeHeTHYecKasl AMarHOCTHKa
nonumopdusmoB resa VDR nposenena 74 ne-
TSAM, U3 HUX: FE€TEPO3UTOTHBIA MOIUMOPHU3IM
obnapyxen y 40 nererr (54,05%); B KOHT-
ponpHOW rpynmne — 56,52%; roMO3UrOTHBIN
(matonoruueckuit) — y 13 nereit (17,57%); B
KOHTpOJbHOM rpynne — 2,17%; Hopma (HOp-
MasibHasi roMmo3uroTa) —y 21 pedenka (28,38%);
B KOHTpoJIbHOM rpyne —41,31%.

[Ipu mnapannenbHOll  oneHKe oOMeHa
($0oIaTHO-METHOHUHOBOTO IIUKJIAa THUIIEPrOMO-
UCTEMHEMHUs BbIsiBIIeHA B 98,65% ciyuaes (B
KOoHTpoJe 32%), CHUXKEHUEe ypoBHs (OIMEBOM
KUCIIOTBI B 22% cny4yaeB (B KoHTposie 8%),
CHIKEHHE/TIOBBIIIEHHE YPOBHsI BUTaMuHa B12 —
14% cnyqaeB (B kontposie 6%). Pacnpenene-
HHUE BBISBJICHHBIX MOJIMMOP(U3MOB MpEACTaB-
JeHo B Tabu. 1.

Tabnuya 1
Yacrora nonmumop¢usma Bsm I rena VDR u noaumopdHbIX BapuaHToOB
reHOB (pepMEHTOB (hOJIATHO-METHOHHMHOBOTO ITHKJIa
[Tonmynsimumonnas
OrI' (n=74) KT (n=46) yactota (E.fl. I'pevanuna,
R. Matalon, 2008, n=1938)

VDR Bsm I BB 21 (28,38%) 19 (41,31%)
VDR Bsm I Bb 40 (54,05%) 26 (56,52%)
VDR Bsm I bb 13 (17,57%) 1 (2,17%)
MTHEFR 677 CC 32 (43,24%) 25 (54,35%) 48,0%
MTHEFR 677 CT 35 (47,30%) 17 (36,95%) 43,3%
MTHFR 677 TT 7 (9,46%) 4 (8,70%) 8,7%
MTRR 66 AA 20 (27,02%) 10 (21,74%) 21,2%
MTRR 66 AG 30 (40,54%) 23 (50,00%) 41,8%
MTRR 66 GG 24 (32,44%) 13 (28,26%) 37,0%
MTR 2756 AA 35 (47,30%) 31 (67,39%)
MTR 2756 AG 32 (43,24%) 12 (26,09%)
MTR 2756 GG 7 (9,46%) 3 (6,52%)
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Takum o0pa3oMm, B ¢opmMupoBaHUU (PEHO-
THUIA MaLUEHTOB C HEJ0CTaTOYHOCThIO BUTAMHU-
Ha D mpuHMMaroT y4actre MHOTHE (HaKTOpPBI —
MOMYJIALMOHHBIE, TeHETHYECKUE, SIUI€HETHYEC-
K€ ¥ TIO3TOMY CTPEMJICHHE Bpaya «HOPMAIH-
30BaTh» (DeHOTHH uepe3 JIeYeHHEe M peadu-
JIMTALUIO JIOJKHBI HOCUTh CHCTEMHBIA XapakTep.

[TpoBeneHHast oOlEHKAa OHOXUMHYECKOTO
(heHOoTHUIa TOITBEPKAAET 3TO MHEHHE.

BricokoadexTrBHas KHUIKOCTHAs Xpo-
MaTorpadusi aMUHOKHCIIOT KPOBH OOHAPYKHIIA
Hecnienduieckue aMuHOoAUAoNaTuu B 92%
nereit ¢ PAC, mpuuem HapymieHue oOMeHa
METHOHMHA 3a(uKcupoBaHo B 83% ciydaes,
uuctuHa — B 35%.

bruoxumuueckuil nmpo¢uib — MOBBILICHHUE
yposas JIII" (45%), cHIKEeHNE WM TOBBILLIEHNE
ypoBHs (ocdopa (18%), moBblIeHHE YpPOBHS
ACT wwm AJIT (24%); nakrar-atmmo3 (9%)
ObLT CBOMCTBEHEH 00CIIEIOBAaHHBIM MAIIUEHTaM.

IIpn mpoBeneHMM Ta30BOM XpomaTorpa-
¢un/macc-CieKTpOMETPUN MOYHU  BBISBJICHO:
HEI0CTaTOYHOCTh BUTaMHUHOB Ipynisl B (47%),
MeTaboIUThl TUCOMO03a, a TaKkKe TPUOKOBOM U
npoxokeBor  mHekmuu  (32%), Hu3MEHEeHue
MeTabonuToB nukia Kpebca (22%), Hapyiie-
HUEe oOMeHa HeHpoTpaHCMHUTTEPOB (5%), Hapy-
IIeHHe OOMEeHa CepoCOAEpKALIMX aMUHO-
Kkucaot (4%).

OTH AaHHBIE NIPEJICTABIISUINCH HAM BaXKHbI-
MU, T. K. BIOJHE OYEBUIHO OHM CBHUICTEIHCT-
BYIOT O TOM, 4TO (opMupoBanue ¢GeHOTHIIA
MAIMEeHTOB C HEJIOCTaTOYHOCThIO BUTaMuHa /]
MIPOUCXOJUT MO/ BIUSHUEM KOHKPETHOTO I'eHa,
MHOXKECTBEHHBIX €ro MyTalluii W BapHUaHTOB,
MHOYECTBA JIPyI'MX I'€HOB U NOJIMMOP(U3MOB,
BHEIIIHE-CPEIOBBIX (PAKTOPOB M MO3TOMY CHC-
TEMHBbII aHaINU3 IPU3HAKOB MAIEHTA SIBJIAETCS
KpaliHe BaXXHBIM I IIEPCOHAIU3UPOBAHHOMN
TepaIuH.

Bosiee BbicOKast yacToTa (10 CpaBHEHHIO C
KOHTPOJIBHOW TPYNIOH) MOJUMOP(HBIX BapH-
aHTOB TEHOB (epMEHTOB (HOJATHO-METHOHU-
HoBoro mukia u reia VDR y nmereit ¢ PAC
MOJKET CBHJIETEILCTBOBATH O Ba)KHOM BKJIAJIE
SMUIeHETUYECKUX (PAKTOPOB B MATOI€HE3€E BO3-
HUKHOBEHHUS KJIMHUYECKHX MPOSIBICHUH IMaTo-
joruu. M3MeHeHue ypoBHS CEpOCOAEPIKAIIMX
AMUHOKHUCJIOT, THIEPrOMOLMCTEHHEMHS HApSILy
¢ nmucOanaHcoM (HOTMEBOM KUCIIOTHI, BATAMUHA
B12 wu aktuBHOrO MerabonuTta BUTaMuHa D
(25-OH-D) He TOABKO MOATBEPXAACT JAaHHOE

MPEIOJIOKCHNE, HO W OTKPHIBAET BO3MOXK-
HOCTb Pa3pabOTKU MATOr€HETUYECKH OOOCHO-
BaHHOW Tepanmuu Takux nerei. OOpamaer Ha
ce0sl BHUMaHHE BBICOKAsi YacTOTa BCTPEYaeMo-
CTH METabONIUTOB TPUOKOBOW KOHTAMHUHAIIUU
IpU TPOBEJACHUU Ta30BOi xpomaTtorpaduu/
MacC-CIIeKTPOMETPHH MOYH, YTO MOYKHO BMECTE B
NPENIIECTBYIONIEH BaKIMHAIMEH U OCTPBIM
MHQEKIIMOHHBIM 3a00JI€BaHUEM MOXHO paciie-
HUBATh KaK TPUITEpHbIE (aKTOPHI B peau3a-
UM TEHETUYECKOro (JOHA B BHJIC M3YUCHHBIX
noIuMOp(U3MOB.

Kpowme Toro, 6enmkoBast mumieBasi Harpy3Ka,
CTpecc SBIAIOTCS TEMH HEOIaronpusTHEIMU
(dakTopaMu, KOTOPBIC MPUBOAAT K THIIEPTOMO-
UCTEMHEMHUH U TaKUM 00pa3oM, MOCPECTBOM
HApYIICHUSI CUHTE3a METWJIBHBIX TPYIII, OKa3bl-
BAlOT HETaTHBHOE BIMSHHE HA (PYHKIIMOHU-
pOBaHKE BCETO T€HOMA.

[IpuBomuMOe KIMHUYECKOE HaOMI0/IeHNE
OTpakaeT BHICKA3aHHBIC HAMU MPEAIIOJIOKCHHUS
0 ponu BUTaMMHa D B pa3BUTHUH ayTHUCTH-
YECKOTO CIIEKTpa y JIETEH.

Pebénox A., 3,5 rona, ManbumK, HampaBlieH
B XapbKOBCKHM  MEXOOJACTHOM  MEIUKO-
TeHEeTMYEeCKUI EHTP — LEeHTp penkux (opdan-
HBIX) 3a00JeBaHuil ¢ Auarno3om: PaccrpoiicTBa
ayTUCTUYECKOro crekTpa. Ponurenu npenbss-
JSUTH  2canobbl HA 3aIEPKKY TICUXO-PEUEBOTO
pa3BuTHs (TOBOPUT OTJENbHBIE CIIOBAa, HO HE
6e3 oOpallieHus1), TUIIEPAaKTUBHOCTh, OTCYTCTBUE
YCTOWYHBOTO 3pUTEIIBHOTO KOHTAKTa U yKa3a-
TETBHOTO JKECTa, N30MPATEIBHOCTh B MUTAHUU
(oTKa3bIBaeTCA OT Msica M PBIOBI; IPUCTPACTHE
K MYYHOMY H CIIAJKOMY), MEPHOIUYCCKH
SMU30/1bl arPECCHH.

Anamnes 6oneznu: 6oneer ¢ 1,5 ner, korga
nocjie MEpPeHECEeHHON MHEBMOHMM M IIpo-
BEJICHUS JUITMUTEIHHOW aHTHOMOTHKOTEPAIHH
pebeHOK TepecTall CMOTPETh B TU1a3a OJU3KUM,
UCYe3 YyKa3aTeNbHBIA IMKECT, CTal MAaJIOKOH-
TakTHBIM. Jlo 3 JTeT HMKakoro oOclieIoBaHusS U
JICYCeHUsI HE MPOBOIWIOCH. B 3 roga KOHCYIb-
TUPOBaH ICHUXHATPOM, TUArHOCTHUPOBAHO pac-
CTPOMCTBO ayTHUCTHYECKOro cmnekrpa. Hazna-
4eHo coOIroeHne OE3IIIOTEHOBON U Oe3Ka3en-
HOBOU 1ueThl (Ha e€ (oHe mepecTanu Oecro-
KOWUTh 3arophl), PHUCTIOJENT (peOEHOK CTal
pE3KO BsUIBIM, Mpenapar oTMeHeH). [locTostHHO
MPOBOAATCA 3aHATUA C TmcuxoioroM, ABA-
Tepanus, Kypcel Tomaruc-repanuu. Hespoiio-
rOM Ha3HAyaJlWCh HOOTPOIIHbIE MpenaparThbl
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(ma"TOKaNbIMH, 3HUE(}a00J, KOTHYM), HO Ha
¢doHe ux mpueMa HaOIIOATOCh BO30YKICHHE
U HapylIeHUE CHa.

Anamnes scusznu: pedeHok ot I 6epemen-
HOCTHU (OCJIO)KHUJIACh YTPO30M MpEephIBaHUS, 10
26 HeAenu TecTaluy NpuHuMana Y TpoKeCcTaH),
I ¢u3monornyecknx pomoB B CPOKE TeCTalluU
39 Henenb GepeMEHHOCTH (POJIbI OCTIOKHUIHCH
c1aboCThIO POJIOBOM nesiTenibHOCTH). Bec mpu
poxnaenun 3450 r., poct 53 cMm. Onenka mno
mkane Anrap 8/9 O6amioB. Ha mepBoMm romy
KU3HU STamnbl (PU3UIECKOTO M TICHXO-MOTOP-
HOTO Pa3BUTHsI COOTBETCTBOBAJIU BO3PACTHBIM
HOpMaM, HO Majb4uK Mano noman. Ocoben-
HOCMU pOOOCNIOBHOU: TI0 MaTEPUHCKON JTMHUU
y poxcrBeHHukoB I u Il cremenu poxcrsa
Cllyyal CEp/AEeYHO-COCYIUCTON MaTojioruu (Tu-
NepTOHNYEeCKasi 00JIe3Hb, BApUKO3HOE paCIIu-
peHre BeH, TpoMOOQIeOuT, HHCYIBT, HHPAPKT
MHOKap/a).

Ocobennocmu  ¢enomuna: ONETHOCTh H
MpPaMOPHOCTh KOKHBIX IOKPOBOB, TOBEPXHOCT-
HO€ PacIoJI0KEHUE MOIKOXKHbBIX BEH, aCHMMET-
pus U pa3BepHyTas aneprypa IpyaHON KIETKH,
roJyOble CKIIEpbl, KU(POCKOIMOTHYECKOE Hapy-
IIIEHWE OCaHKH, TUIOCKO-BallbIycHas nedopma-
LIUS CTOTI, TUIIEPMOOUIBHOCTD CYCTaBOB.

[Ipu o6credosanuu BHIABICHO 3HAYUTEIh-
Hoe cHxkeHue ypoBHs 25-OH-D (9 ur/mn npu
HopMme 30-100) ¥ MOHHU3MPOBAHHOTO KAIBIIHS
(1,21 mmonw/n ipu Hopme 1,29-1,31) B kpoBH;
YpPOBEHb OOILEro KajblUs COOTBETCTBOBAJ HOP-
Me (2,34 mmons/n). Ilpu mpoBeneHun Mmose-
KYJISIPHO-TEHETHYECKOI0 aHalMu3a BbISBIICHA
narojioruueckast romosurora resa VDR Bsm L.
Hasnauena muerorepanus (oOorameHnue pa-
IIMOHAa MOPCKOM >KHpHOM pb100ii (1 pa3 B 3 1Hs),
opexamu (3-4 mT. B TEpPBOM IOJIOBUHE IHS),
pacTUTENbHBIMA MacliaMu (Maclio W3 BHHO-
TpaJHBIX KOCTOUYEK, KOKOCOBOE Macio), OJIto-
JTAMH U3 THIKBBI, SMUYHBIM KEITKOM (1 KeNTOK B
2 nHs), OpPOKKOJIM, 3€JCHBI0O W OpajbHBIN
npueM ButamuHa D3 B no3e 2000 ME B cyTku
BO BpeMsI 3aBTpaKa.

Ha ¢one npoBoaumoii tepamuu peOGeHOK
CTaJl CIIOKOIHEee, MO3UTUBHEE, YIYUIIUIICS 3pH-
TENbHBIA KOHTAKT, Yalle BBIMOJHSI MPOCHOBI.
Uepe3 2 Hemenw Mpu KOHTPOJIBHOM OOCIEN0-
BaHUU YpoBeHb 25-OH-D moBeicuics [0
16 Hr/m, Teparus MPOAOJIKEHA eITie Ha 2 HeJelH,
CyTOuHas J03a BHTaMHHAa D yBenuueHa 10
2500 ME. Ha sTom ¢doHEe Manb4HMK Ha4Ya1 rOBO-

pUTH KOpoTKHe cioBa. Yepe3 2 mecsua Je-
yeHus ypoBeHb 25-OH-D n nonusupoBaHHOTrO
KaJIBLIMsSI HOPMAaJW30BAIMCh. B panbHeleM
KaKIbIA MeCSL IPOBOAMIICS KOHTPOJIb YPOBHS
25-OH-D, o0miero u MOHU3UPOBAHHOIO KaJlb-
1I1s1 KPOBH U, B ClIy4ae BBIBICHHUS U3MEHEHUN,
NpOBOAWIACH MeTaboaudeckas KOppEeKLus.
Popgurenu manueHTa MOCTOSHHO BENyT MHILE-
BOM JTHEBHHK, YTO IO3BOJISIET MHIWBHYaJIbHO
HNOJIXOJUTh K KOPPEKLIMHU palliOHA.
[IpuBeneHHBIN Cityyall HapsiAy ¢ COBOKYII-
HOCTBIO MHPOBBIX M COOCTBEHHBIX JaHHBIX
AT HaM OCHOBAHUWE IIPEAINOJIOKUTHh BaXKHYIO
posb nedunura Butamuaa D B aTuonaroreHese
PacCTPOMCTB ayTUCTUYECKOIO CIEKTPA.

BbIBO/IbI

1. Cucrema ButammuHa D urpaer BakHyrO
poJIb B MOAJAEPKAHUU IMUTE€HETHYECKOIO 370-
POBbsI OpraHu3Ma.

2. CoueraHue HapylleHUss 0OMEHa BUTaMU-
Ha D u momumopdu3mMoB B reHax (epMEHTOB
(0IaTHO-METUOHMHOBOTO  LIMKJIA, BO3MOXKHO,
MMEET JTUOMATOTCHETUYECKOE 3HAYCHHE B
pazButun PAC BBHIYy CHHEPrH4€CKOrO BIIHS-
HUS Ha NPOLIECCH METUIIMPOBAHUS.

3. V nereit ¢ PAC obnapyxeHa Oonee BbI-
cokas yactora noaumopduszmo renoB MTHFR
677 C/T u MTRR 66 A/G mno cpaBHEHHUIO ¢
MOMYJISIIIUOHHON YaCTOTOM.

4. YnenbHbI Bec AeduuuTa BUTamMuHa D
y nereit ¢ PAC 3aHuMaer oHO U3 BEAYIIHUX
MECT Cpe/ii HapyUIEHHH IPyTrHX BUI0B OOMEHa.

5. HccrnenoBanue ypoBHSI aKTHBHOTO METa-
6onmuta BUTaMUHA D y 'KEHIIMH NP IPOBEICHUN
IIPEKOHLICNIIIMOHHON TOATOTOBKM M BO BpPEMs
OEpEeMEHHOCTH HMEET Ba)KHOE 3HAUYEHUE KakK
OIMH M3 KOMIIOHEHTOB IIPEHATAJILHOIO IPOr-
pPaMMHPOBaHUS POKICHUS 3J0POBOTO peOEHKA.
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C.B. Jlecnsax ]'2, IO.F. I peuanina 2

POJIb JAE®IIUTY BITAMIHY D B ETIOHATOI'EHE3lI PO3JIAAIB AYTHUCTHUYHOI'O
CIHIEKTPY

Pe3tome. YV cmammi nagedeni cyuacni Oami npo enaug eimaminy D Ha po3eumox Oumunu,
emionamoeenes po3iadie aymucmuunoco cnekmpy (PAC), npogedena oyinka cmany cucmemu 6imaminy
D y oimeti 3 PAC (nonimopepism Bsml eena VDR, pisenv akmugnozo memabonimy gimaminy D (25-OH-
D), kanvyiii, pocghop, nyscna gocghamaza kposi, npoba Cynxosuua ceui) 3 ypaxy8auHsIM CYRYMHbOL
3MIHU aKMUGHOCMI ghepmenmis honamHo20-mMemioHiHO8020 YUKIA.

KarouoBi ciaoBa: poznadu aymucmuunoeo cnexkmpy; eimamin D, nonimopghism VDR; ¢orammo-
MeMIOHIHOBULL YUKIL.

.12 .2
S. Lisniak” <, Yu. Grechanina

THE ROLE OF VITAMIN D DEFICIENCY IN THE ETIOPATHOGENESIS OF AUTISM
SPECTRUM DISORDERS

Summary. The article presents modern data on the influence of vitamin D on child development,
pathogenesis of autism spectrum disorders (ASD) shows the results of examination of children with ASD
for the polymorphism Bsml of VDR gene and determination of the active metabolite of vitamin D
(25-OH-D), calcium, phosphorus, alkaline phosphatase of blood, Sulkovich test), taking into account
the concomitant change in the activity of the enzymes of the folate-methionine cycle.

Key words: autism spectrum disorders, vitamin D, polymorphism of VDR, folate-methionine cycle.
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