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CJIYUAU TUATHOCTUKH 3-TUJIPOKCHU-3-METHJITYTAPOBOM ALIUTYPUN
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! Ykpauncrkuit uncmumym xnunuyeckou eenemuxku XHMY
ZXapbkoecKud cneyuanusuposanHulil meouro-2enemuyeckuil yenmp (XCMI'L])

BBenenue. JlmarsHoctuka W JCUYCHHE
HaCJIeICTBEHHBIX Ooine3neii oomena (HBO) —
ollHa W3 HauboJiee CIOXKHBIX 3a7ad Kak JUIs
HeBpoJsiora, Tak u s neauarpa. C onaHoOM
CTOpPOHBI, TPYJAHOCTH TUarHOCTUKHU CBSI3aHBI C
KIIMHUYECKUM nomMopu3smMoM
3a00JIeBaHUH, MO-pPa3HOMY MPOTEKAIOLUX Y
JeTel pa3Iu4yHoOro BO3pacTa, C JIPyroil — c
T€M, 4YTO CaMble pa3JU4YHble HAPYIICHUS
oOMeHa B OJHOW M TOH XKe BO3PACTHOM
IpyIIe MOTYT UMETh CXOAHbIE KIMHUYECKHE
nposieienus [1,3].

ITo ocTpote Hayana u Teuenntro HbO B
HEOHATAJIBHOM NEPHOJIE MOTYT HAlOMHHAaTh
HEUPOMHGEKIIMN U HEHPOIUCTPECC-CUHIPOM.
OpnHako siBHAsi MPOTPEIUEHTHOCTh TEUEHUS C
yTpatod (QyHKIMHA He XapakTepHa IS
HOBOPOXIEHHOTO, TakK Kak CcaMH 3TH
byakuun eme He chopmupoBansl. [losTomy
OOJBIIMHCTBO JIeT€l C HEOHATATbHBIMU
dhopmamu HaCJIEACTBEHHBIX neheKToB
MeTtabonu3Ma MO0 YMHUpPAIOT B TEpBbIC
Mecsibl  JKM3HM ~ 0€3  YCTaHOBJIEHHOTO
MarHo3a, 00 UIMTEIHLHO HAOIIOLAIOTCA C
CaMbIMU Ppa3HbBIMH HEaJCKBaTHBIMU
nuarHo3amu. Yame Bcero HBO ckpriBatorcs
oA  MackodM  JeTCKoro  uepedpajbHOro
rnapajiuya, yMCTBEHHOM  OTCTAJIOCTH U
SIUJIEIICHH, PE3UCTEHTHOMN K
AHTUKOHBYJIbCaHTaM [5,6].

Hexotopsie HBO pocaTtoyno mosro
MOTYT MMETh HECHEeIH(PUICCKUI XapakTep U
UX JIETKO NEPEmyTaTh C CENCUCOM, POIOBOU
TPaBMOIl U MepUHATAILHON SHIE(aTONaTHEH.
NX spkas cMMTOMAaTHKa pa3BUBAETCS TOJIBKO
Ha (one «MeTaboJInYecKoro Kpuza» y
pebenka. [lo3aHss quarHocTHKa MPUBOAUT K
IIOJIHOM MaHH]ecTau HBO u
WHBAJIWM3AIMM TAlMEHTa, B TO BpPEMs Kak
paHHss - JaeT BO3MOKHOCTh
CBOEBPEMEHHOT'O MIaTOT€HETUYECKOTO

JICUEHMs], HaMNpaBJISIOIIEro MeTabolu3M B
HYXXHOE pycio [2].

Heasn HcCIeJOBAHMSA: paHHsI
IMarHocTuka pasnuunelx ¢opm HBO mns
CBOEBPEMEHHOI'O JICUCHMs] U DPeabMIUTALUU
OONBHBIX €  BPOXKICHHBIMH  jAedekTamu
MeTaboau3Ma.

Marepuast 4 Meroanl: Hamu
IIPOAHATM3UPOBAHO KJIMHUYECKOe
Habmonenne mpobanma E., 2007 .
poxaenus, HampasieHod B XCMIL[ B
centssOpe 2008 r. ¢ naumarHo3oMm: 3ajepiKa
CTaTO-KMHETHUYECKOT0 M IICHXO-PEYEBOrO

pa3BUTHA, TUIIOTOHUYECKUN CHUHPOM.
PebGenky OBLIO MIPOBEACHO
COMAaTOT€HETUIECKOE HCCIIeIOBAaHHUE c

CHUH/IPOMOJIOTHYECKHM aHaJIM30M, KIMHUKO-
TCHEAJOTHYECKUI aHamu3, OMOXHMMHYECKOE
UCCIIeIOBaHNE KPOBH, HCCIEIOBAHUE YPOBHS
aMUHOKHCIIOT KpoBu MetogoM BIXX wu
OPraHMYECKUX  KHUCIOT MOYH  METOJOM
ra3oBoi xpomarorpaduu, Y3U BHyTpeHHHUX
OpraHoOB, IUTOTEHETUYECKOE U MOJIEKYIISIPHOE
Hccae0BaHueE.

Pe3yabTraTrhl M ux ob6cy:xknenue. Ha
MOMEHT OOpalleHus MaThb MPEAbSBIISIA
KajoObl Ha MBIIIEUYHYIO C€Ia00CTh, TPyOyIO
3aIEpKKY  MCUXO-MOTOPHOTO  Pa3BUTHS,
4yepThl ayTu3Ma Yy jodepu. Ponunace ot
IIepBOM HOPMAaJabHO IIPOTEKaBIIEH
O0epemenHoctu. M3BecTtHo, uTOo Ooneer ¢
POXJIEHHUsI, OJHAKO JI0 T'0JIOBAJIOT0 Mepuojaa
JIMarHo3 yCTaHOBJIEH HE ObLI.

B ¢enotune npobanma oOpamaroT Ha
cebs Buumanue (puc. 1): monmxouedanus,
paciiMpeHre BEHO3HOM CEeTH Ha TOJOBE,
CBETJIbIE  BOJIOCHI,  BBICTYMAIOIIUNA  J100,
HEZ0CTaTOYHOE pazBUTHE MOAKOKHO-
KUPOBOM KJIETYATKU. B HEBpOJOrnyecKkom
craryce: audQy3Has MbllIIeyHas TUIOTOHHUS,
CYXOXXUJIbHBIE PE(PIIEKCHI C PYK U KOJICHHbIE —
cpeaHen JKUBOCTH, KOJIEHHBIE HE



BBI3BIBAIOTCS,  MMATOJOTHYECKHX  CTOITHBIX
3HAKOB HET.

Knunuko-reHeasornyeckuii  aHainu3
BBISIBHJT OTSTOIIEHHOCTh POAOCTOBHOM
CEepIEYHO-COCYIUCTOMH, OHKOJIOTHYECKOH,
racTPO’HTEPOJIOTHYECKOM marosoruei. [lpu
MPOBEJCHUN OMOXMMHUYECKOTO HCCIIEeTOBAaHU
OOHAapy)XEHO  TOBBIIICHUUE  AKTHUBHOCTH
nakraraeruaporenassl. BOXKX amunokucior
kposu: Ttpeonmn 0,038 (N= 0,040 - 0,204
mmoue/n), muctur 0,016 (N= 0,023 - 0,068
mmodb/in), rmortamud 0,274 (N= 0,002 - 0,017
mmoub/n), riryramar 0,127 (N= 0,019 - 0,100
mmodb/i). Kapuotun — 46 XX, G-okpacka,

C-okpacka, 2% XPOMOCOMHOM
HecrtabuinpHOCTH. [lpm mpoeaeHun Y3U
BHYTPEHHUX OpraHoB OOHapy>KEHBI
BBIPKCHHBIC nuddy3HbIC W3MEHEHUS

MAapeHXUMBI TIEYCHH, JeopMaIus KEITIHOTO
My3blpsi, MaHKpearomatus, Y 3-TpU3HAKHU
COJIEBOT'O JIMaTe3a B IMOYKAX.

Ha ocHoBamum xamno0, aHaMHe3a,
ocoOeHHOCTeH denoTHna U
HEBPOJIOTUIECKOTO craryca, aHam3a
POJIOCIIOBHOM ¥ JaHHBIX JOIMOJHUTEIHHOTO
oOcnenoBaHusl y peOeHKa OBLIO 3ar003PEHO
HapymieHne  oOMeHa  cepocoAep KaIlIuxX
AMHHOKHUCIIOT ~ (JIerKasi TOMOIIMCTHHYPHS),
nepuut GpepMeHTOB (POITATHOTO ITUKIIA.

[lpy MONEKYISIPHOM HCCIECIOBAHUHU
MOJTUMOP(HU3MOB T€HOB CHUCTEMBI (HOJIATHOTO
IUKJIa 0OHapyKEHBI OJTMMOP(HHU3MBI
MTHFR 667 C/T B reTepo3uroTHOM
cocrosiund ¥ MTRR 66A/G B roMo3uroTHom
COCTOSTHUH.

B wmae 2010 r. pebeHok mepeHec
AMU30/] KETOHEMUYECKOW PBOTHI, HAXOAUIACH
B peannmanuu r. KueBa. bwpul ycTaHoBiieH
JTNarHO3: aIeTOHEMUYECKUIt CUH/IPOM,
noryJania MH(]Y3MOHHYIO Teparnuio.

Cocrosinne pedenka Obl10 TsKenoe. O Kpuze
poauTeny B TeIe(POHHOM pEKUME COOOITUITH
npodeccopy E.A. ['pewanuHOM.
PexomenmoBano mepenatb oOpasibl KPOBU U
YTpeHHEWH Mo4M MpoOaH/a JUIsl UCCIeI0BAHUS
B Onoxumuieckoi adoparopun XCMI'LI.

[To pesymbpraram oOcienoBaHUS OT
4.06.10 B kpoBU BBISIBJICHA TOBBIIICHHAS
aKTHBHOCTH NE4YEHOYHBIX TpaHcamuHasz (ACT
159,48En/n u AJIT 161,72Ex/n), camkenune
aKTUBHOCTH IienouHoi ¢ocdarazer o 103,1
En/n, cHmkenue oOIIEro XoJeCTEpHHA JI0
2,62 wmmomb/n (npu  HOpMe 2,90-5,18
Mmoib/in). Tlpu  HCCIeAOBaHUM  YPOBHS
aMUHOKHUCIOT ypoBHeM BOJXKX BrIABIEHO
MOBBINICHHE YpoBHS TioTamuHa g0 0,984
mmodb/i (mpu Hopme 0,333-0,809umons/n) u
opuutuHa a0 0,141 mmons/n (mpu HOpME
0,020-0,136 mmous/i). Tlpu wucciaenoBaHuM
YPOBHSI OpPraHMYECKHMX KHCIOT B MOYe
METOZOM Ta30BOH Xpomartorpapuu  ObLIO
BBISIBIICHO 3HAUUTEIFHOE IMOBBIINICHUE —3-
THPOKCUMETHITIIYTapOBOM  KHCJOTBHI IO
15,59 fiopma 0-1,09) puc. 3), a Taxxke
[IOBBILLICHUE YpOBHEU TOMOBAaHWIOBOU
KHCJIOTHI, Kpe3ona, 3-(3 ruapoxcudenun)-3
THPOKCUIIPOITMOHOBOI KHCIIOTHI.

JIOMONHUTENRHO K POJIOCIOBHOM
6a0ymika mpobanaa coodmuia, 4To oHa B 11-
JIETHEM BO3pacTe IEepeHecIa aHaJOTHYHBINA
METa0OJMMYECKUi  KpU3, HaxoauWiIach Ha
CTallMOHAPHOM JICUCHHH, OJTHAKO
OKOHYATEeJIbHBIN IMarHo3 He ObUT YCTaHOBJICH.

[Ipu ocmoTpe mpobanga B obOpariaeT
Ha ce0s BHUMaHHE HAJMUUE Crenn(uyeckoro
3amaxa OT Tella U MOYH, NepUOpPOUTAIbHBIC

TEHH, TUIIEPAIIACTUYHOCTD KOXHBIX
MIOKPOBOB, MeJKue 3yOnl. [leBouka Hauana
CaMOCTOSITEIILHO XOJTUTh.

o8as audypuﬂ, Oepuyum

Gepmenmos gporammnozo yuxna (6 sozpacme 1 200 u 3 200a).



CeMmbs KOHCYJIbTUPOBaHA
Koncunuymom B cocraBe ['eHepanbHOrO
mupektopa XCMI'L[, mnpodeccopa E.A.
I'peuanunont, nomenta E.II.  3api6ckoit,
3aB.0OTJICJICHUEM [IE€TCKOW TICHUXOHEBPOJIOTHHU
H.II. ®enoceeBoii, KIMHUUYECKUM T'€HETHKOM

O.B. Bacunneoi, KIIMHUYECKUM
onoxumukom A.JI.DaneeBoii: y nmpobanma Ha
¢one  meraboaMuUECKOro  Kpuza  OBUIO
BBLISIBJIEHO TTOBBLIIIICHHE YPOBHsI
TOMOBAaHHMIIOBOM KHCIOTBI — OXHOIO U3
OCHOBHBIX METa00IUTOB
HEHPOTPAaHCMUTTEPOB  cepoToHWHA. OHa

3a/ICCTBOBaHA B META0OJUYECKUX MYTHX,

- Window #2

CBSI3aHHBIX C  JeiicTBUEM  (PepMEHTOB,
YYACTBYIOIIMX B  IEPEHOCE METHIIBHBIX
rpymnmsl  3-aJ€HO3WIMETHOHUHA B TIpoliecce
METHJIUPOBAHHS HEHPOTPAHCMHUTTEPOB U HX
POMEXKYTOUHBIX MeTabonuToB. Kpesoin, 3-(3
ruapoKCcuBeHnI)-3  THAPOKCUIIPOITMOHOBAS,

FI/II[pOKCI/Iq)eHI/IHMOHO‘IHa}I KHCJIOTBI MOTYT
CBHJICTEIILCTBOBATH 0 KHAIICYHOM
aucOakrepuoze. 3-(3  rumpokcudenmn)-3
THIIPOKCUTIPOTIHOHOBAS KHCJIOTa
acCOMUpPOBaHAa  TaKKe C  3aJCPIKKOU
pasBUTHs, TPEBOXKHOCTBIO W JPYTHMH
HEBPOJOTUYCCKUMH paccTpoiicTBaMH,
MMEIOIIUMH MEeCTO y pebeHka.
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Puc. 3. Ilosviuenue nuxa 3-2uopoxcu-3-memuncymapogoii KUCI0mbl Had XPOMAMOocpamme
OP2AHUYECKUX KUCIOM MOYU NPOOAHOA, MACC-CREKMP U (POPMYIA MPUMEMUNCUTUTLHOLL
npoU3B00HOU OAHHO2O COCOUHEHUS.

IIpu ocmoTpe pebenka oOpamiaer Ha
ce0s BHHMMaHUE YIy4lIeHHE ee OOIIero
craTyca W pa3BUTHA 110 CPAaBHEHHIO C
IpEABTYIIMM OCMOTPOM (pHC. 2): Hay4duiach
XOANTh, XOTS TOXOJIKa HEYCTOMYHMBafd;
npubaBuiIa B Bece, KOHTaKTHA, TOBOPUT
3aKOHYCHHBIMH (pa3zamu. 3amax OT Tela H
MOYH TIPUCYTCTBYET, XapakTep €ro TPYAHO
uaeHTHUIMpoBaTh. B HeBpojormyeckom
cTaTyce OTPHILATEIBHON TUHAMHKH HET, HO

oOpaiiaeT BHUMaHHE OTCYTCTBUE KOJEHHBIX
pediiekcoB.

JleBouka SBIISETCS HOCHUTEJIEM
nonmumopdmmos renoB MTHFR u MTRR.
Takoe coueraHue MOAMMOPPHBIX T'E€HOB
MOXKET BIIMATH IO3UTHBHO Ha aJanTaIlHio
pebenka C HaCJIEICTBEHHBIM
MeTabOTMYECKUM HapyIIEHHWEM, BBI3BAHHBIM
TOYCUYHOM MyTanmmer u jaepunurom  3-
THJIPOKCU-3-MeTUIrTyTapui-KoA-nmuasbr

(puc. 4).
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AnanTtuBHas pob HalIEeHHBIX
MOJIMMOP(HBIX TEHOB TMPOSIBUIIACH, CKOpee
BCero, B 0oJiee JIETKOM TEUYEHUHN 3a00JIEBAHUS.
N mostoMy  TakTHMKa  JOJKHA  OBITh
HarpaBJieHa Ha popUIAKTUKY i
CBOCBPEMEHHOE JICUEHUE KpPHU30B, T.K. TPH
ATOM YCJIOBHHM TIPOTHO3 OJIATOMPUSITHBIA M
O0OJbHBIC Pa3BUBAIOTCS HOPMaJIBbHO. 10O
o0cTosTeIbCTBO, 4YTO 0Oalymka mpodaHma
MEPEHOCUIIa aHATIOTHYHBIN KpHU3 B JAETCTBE, U
MOCJIE 3TOTO €€ COCTOSIHUE 3/I0pPOBbSI HE

HapylLaaoch, MOJIEP/KUBAET BBIIIIE
CKa3aHHBIN TPOTHO3.
B cBmBu ¢ atum  pebeHKy

PEKOMEHIOBAHO TOJIep KUBAIOIIEe JICUEHNUE,
KOTOpPOE COCTOUT B OTPaHHYEHUU Oenka 10 2
r/Kr B JeHb W KUPOB 10 25 % cymmapHoOi
KaJlOpuiHOCTH, Oorarasi yriieBoJaMy TIHIIA,
n30erarb TroJIOaHUS, YPOBEHb TJIIOKO3bI
KOHTPOJHMPOBATh TIIOKOMETPOM HE pexe 1
pa3 B 2 qus (4acToTa MOKET OBITH M3MEHEHA
OpU  TONYYCHHUH HOPMAJbHBIX  JIaHHBIX).
Taxxe PEKOMEHI0BaH OTKa3 oT
UMMYHH3AIlUU, a TpU HEU30eKHOCTH ee
MPOBEJIEHUSI — TUIATENbHOE O00CIe0BaHuUE.
[Ipy BO3HUKHOBEHUM WHQPEKIMOHHOTO OdYara
MPOTUBOMHGEKIMOHHAs ~ Tepamus JI0JDKHA
OBITH CBOEBPEMEHHOI U B TIOJTHOM 0OBbEMe.

Taxkum obpazom, HaOJIIO[eHNE
pebeHka B TUHAMUKE, a TaK)Ke MCCIEI0BaHUE
YPOBHS OpPraHWYECKUX KHCIOT Ha (QoHe

METab0JINYeCKOro KpHu3a II03BOJINIIO
YCTaHOBUTb OKOHYATENbHBIM [auarHos.  3-
THJIPOKCU-3-METHIITYTapOBast auuaypus,

nedunut GepMeHTOB (POJTATHOTO ITUKJIA.

B mHacrosmee Bpems HeoOX0auMO
OTpeNeInuTh  YpOBEeHb  BuUTamMuHa  Bl2,
¢doneBoll KUCIOTHI W TOMOIIUCTEHHA ¥
pebeHka, T.K. oOHapyXeHHE
TOMOBaHWJIMHOBOM KHCJIOTBI IIpU Ta30BOM
xpomatorpadun CBUJICTEIHCTBYET 0
BOBJIIGYEHUHM B  Mpouecc  (GepMEHTOB
¢donaTHOrO IMKJIA, AKTUBHOCTH KOTOPBIX Yy
npobaHa anpuopu cHuxkeHa 10 35%.

T.x. poauTenu IUTAHUPYIOT HOBYIO
0epeMeHHOCTb, UM pPEKOMEHI0BaHa
WHIUBUAYaIbHAS MIPEKOHIICTIIIMOHHAS
MOATOTOBKA M COOOIIEHO O BO3MOXHOCTH
MpeHaTaIbHOU JTMarHOCTHKHU JAHHOTO
3a0o0leBaHUs ~ MyTeM  JH3UMATHYECKOTO
UCCIIEIOBaHUS KYJIbTYPhl aMHUOIUTOB U
KJIETOK XOpPHOHA WJIA UW3YYCHHS COCTaBa
OPraHMYECKUX  KHCIOT  aMHUOTHYECKOU
KHUJIKOCTA METOJIOM T'a30BOM Xpomarorpaduu

[4].

BbIBO/IbI

1. 3nayeHue CBOEBpPEMEHHOU
YPE3BBIYANHO BEIHUKO.

JUarHOCTHUKH

BPOXKJIEHHBIX  Je(PEKTOB  MeTaboym3Ma



2. K [OoCTYymHBIM CKPUHUHTOBBIM MeToaaMm pauarHoctuku HBO ¢ wManudecranueit B
HEOHATAIHLHOM MEPUOJE U PAHHEM JIETCKOM MEPUOJAX OTHOCATCA OMPEJEIECHUE COECPHKAHUS
JIAKTaTa, TJII0KO3bl 1 aMMHaKa B KPOBH, OPraHUYECKUX KUCIOT U aMUHOKHCIIOT B MOYE.

3. HecBoeBpeMeHHOE yCTAaHOBJICHHE IWarHo3a M OTCYTCTBHE aJCKBATHOTO JICYCHHUS MOXKET
MIPUBECTU K CMEPTU HOBOPOXKIECHHOTO WM K TSKEJIOH HEBPOJIIOIMUYECKON CUMIITOMATHKE.

4. IlpaBunpHOoe mnoHMMaHue dTHomnaroreHesa HBO momoraer obGecrnedynTh ONTUMAIBLHOE
HEPBHO-TICUXMUYECKOE pa3BUTHE peOCHKa M OKa3aTh WEHAaM €ro CeMbU CBOEBPEMEHHYIO
CIEHMATM3UPOBAHHYIO MEIUKO-TEHETUUECKYIO TOMOIIb.
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PE3IOME

B crathe mpuBeneHO KIMHUYECKOE HAOMIOACHNE 3THAPOKCH-3-METHITYTapOBOH alluaypuu
y pebenka c¢ nedunurom ¢depmMeHTOB QonaTHOro Iukia. CBoeBpeMEHHas TUArHOCTHKA H
MPaBUJIHLHOE TIOHUMAHHUE ATHOMATOTEHE3a BPOXKICHHBIX OIMMOOK MeTaboiM3Ma IoMoraeT BhIOpaTh
ONTUMAJFHOE JICYCHHE U TEM CaMbIM OOECIEYUTh HOPMAILHOE HEPBHO-TICUXHYECKOE Pa3BHTHE
peOeHKa, a TaKke OKa3aTh WICHAM €r0 CEMbH CBOCBPEMECHHYIO CICIHATH3HPOBAHHYIO MEIUKO-
TCeHETUYECKYIO TIOMOIIIb.

KuroueBble cioBa: HaciencTBeHHass OoJjie3Hbh OOMEHa, Tra3oBas xpomarorpadwus, 3-
THJIPOKCU-3-METUIITYyTapoBasi auuaypus, 1epuut GepMeHToB (PoIaTHOTO IHKIIA.

PE3IOME

VYV crarTi HaBEJAEHO KIHIYHE CIIOCTEPEKECHHS 3-T1IPOKCHU-3-METUITYTapoBOi aruaypii y
muTuHU 3 AedinutoMm depmeHTiB ¢donaTHoro mukiy. CBo€dacHa [iarHOCTMKAa Ta MpPaBUJIbHE
PO3YMIHHS €TIONATOTeHE3y BPOKCHHX IMOMHJIOK METaboJi3My JoroMarae BOpaTH ONTHUMAajIbHE
TMKyBaHHS, TUM CaMUM 3a0€3MMeYUTH HEPBOBO-MHCXIYHUA PO3BUTOK IUTUHHU, a TAKOX HaIaTH
YJIEHaM il pOJINHU CBOE€YACHY MEJUKO-TEHETUYHY JIOTIOMOTY.

KimouoBi ciaoBa: cmankoBa xBopoOa oOMiHy, razoBa xpomarorpadis, 3-TiIpokcu-3-
METUITYTapoBa aruaypis, 1edinut GepMeHTiB (HOITATHOTO TUKITY.

SUMMARY
The article gives a clinical observation of 3-hydr- methylgutaric aciduria in a child
with a deficit of folate cycle enzymes. Early diagis and proper understanding of the pathogenesis
of inborn errors of metabolism helps to ensuremalitreatment, thus normal neuropsychological
development of child and give to his family timehedical genetic care.
Key words: hereditary disease of metabolism, gas chromatbgraB-hydroxy-3-
methylgutaric aciduria, folate cycle enzyme deficig



