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BBenenne
K HapylieHusiMm oOMeHa KodajaMUHa OTHOCSIT-
csl clleayrolre 3a00J1eBaHMsI.

Anuaypusi METHIIMAJIOHOBAS

Ilpu >TOi mMaTOJOrMM OTMEYaeTcsl BBICOKMIA
YPOBEHb METMUJIMAJTOHOBOU KMCIOTHI M MOBBIILIEH-
Has 2KCKpeuusi ee ¢ Mouyoil. MeTuamanoHoBas
alMaypusi MOXET BbI3bIBATbCI KaK HEAOCTAaTOY-
HBIM TIOCTYIUIEHHEM C TUILNEH BUTamMuHa B ,, Tak
W BPOXIECHHBIM HapyllIeHWEM €ro Meradosmu3Mma,
WU SBJSIETCSI HACJIEACTBEHHBIM 3a00JeBaHUEM, Xa-
PaKTepPU3YIOIIMMCST 3aAEPKKOM MCUXUYECKOro |
(pu3uyecKoro pa3BUTUS, HATUYUEM B MOYE METUJI-
MaJIOHOBOM KHWCJIOTbI, META0OJIMUYECKUM KeToalu-
no3oM. Ilo maroreHe3dy pasaMyarOT HeaoCTaTo4-
HOCTh MeTUAMaTOHUI-KOA MyTasbl, MeBaJOHAT
KMHa3bl, MeTWI-ManoHWI- KoA patiemasbl U aedek-
Thl MeTaboOIM3Ma KoOalaMMHa.

MaHudecTtauusg MeTUIMAIOHOBOU alUMAypUHr
MPOMCXOAUT B TEUEHME MEPBOTO roa XKM3HU pedeH-
Ka, XapakTepu3yeTcsl YIMOPHOU PBOTOM, KeToalu-
JI030M, HEUTpOMNeHUuei u TPOMOOLIUTOIIEHUEH, 3a-
JEeP>KKOI MCUXOMOTOPHOIO Pa3BUTHUS, CHUKEHHOM
COMPOTHUBISIEMOCTbIO K MH(PEKIIMOHHBIM 3a00J1eBa-
HUsIM. Merajio61acToB B KpoBU HeT. JluarHos moj-
TBEPXKAAETCS HA OCHOBAHUM ONpeaeeHNS BbICOKOI
KOHLICHTPALUMX METUJIMAJIOHOBOM KUCIOTHI B MOYE,
mia3Me KpOBU WM CIIMHHOMO3TOBOM >XUAKOCTH;
ypoBeHb BUTamMuHa Bl12 B KpoBU He U3MEHSIETCS,
YTO yKa3bIBaeT Ha BPOXIEHHBIU nedeKT ero yTu-
Jm3auuu (HO He BcacbiBaHMsI). 3a00jieBaHUE HOCUT
BBIPAXKEHHBI CEMEWHBIN XapaKTep.

KobGanamMrHOBBIE KOGEpMEHTHl 00pa3yloTcs
OyTEM BHAOLMTO3a MPEalleCTBEHHUKA, Ipolec-
CMHTa B JIM30COMAaX, OCBOOOXIECHUSI U3 JIM30COM,
BOCCTAHOBJICHUSI C MOCAEAYIOIINM aaeHO3UIUPOBa-
HUEM WJIM METUIMPOBAaHMEM

Hapymenue kobGanaMUHOB MOXET MPOUCXO-
JUTb Pa3HBIMU MYTSIMU C Y4ETOM KO(EPMEHTOB:

* MoxeT ObITh HapyllleHO oOpa3zoBaHue Kodep-
MEHTHOI (OpMbI BUTaMHUHA — AE30KCHUAdE-
HO3MH-KoOajdaMuHa, BCAEACTBHE YEro 3aTpyld-
HseTCsl TpeBpallleHue MeTWIMaloHWI-KoA B
cykunHuia-KoA. OTMmedaeTcs: U30BITOUHOE KO-
JIMYECTBO METUJIMAIOHOBOU KUCJIOThI B KPOBHU.

* MoxeT HapylIaTbcss 0Opa3oBaHue arnopepMeH-
Ta MeTUIManoHWI-KoA-MyTa3bl, 4TO Takxke

OJ0KUpyeT mpeBpalleHue MeTuaMaaoHwi-KoA

B CYKLMHWI- KOA.

* CoueTaHHBI OedeKT MOXET 3aTparuBaTh 00€
KodepMeHTHbIe (DOPMBI BUTAMWHA — METWJI-
B,, n n-aneHosun - B,,. [Ipx aTOM mpoucxomur
JTOMOJTHUTEIbHOE META00INYECKOE HApYILICHUE,
T.K. TIOMUMO HapylIeHHs] oOMeHa METUIMAao-
HOBOI KHCJIOTbI OJOKMpYETCSl TakKe OMOCUH-
T€3 METMOHMHA U3 FTOMOLUCTENHA, CIEACTBUEM
Yero SBJISIIOTCS TOMOLIMCTUHYPUSI U CHUKEHME
colepXKaHWsI METMOHMHA B KPOBM M TKaHSX.
B xpoBu 0obHapyXuBalOTCI Meraao01acThl, OT-
MeyYaloTCs JereHepaTUBHbIE MU3MEHEHUSI B He-
PBHOW TKaHU.

HakomieHue MeTUIMaI0HOBOM KMCIOThI U M€~
TUIMaJIOHWI- KOA TOPMO3UT CUHTE3 XKMPHBIX KUC-
JIOT. I3MeHeHure B1uaa MeTaboa1Ta, UCITOJIb3yeMOIo
(depmeHTOM anuMacUHTa30i (MeTuaManoHuI-KoA
BMecTO ManoHuI-KoA) mpuUBOAUT K MOSIBJICHUIO
SKMPHBIX KUCIOT HEOOBIYHOI CTPYKTYPbI C pa3BETB-
JICHHOM 1IeMbl0; KPOME TOr0, HAKOIUIEHUE B TKAHSIX
npornuoHui-KoA (mpealiecTBeHHUKA HE HCIIOJb-
3yeMOoro MeTuaMaioHua-KoA) NpuBOIUT K yBe-
JIMYEHUIO 0Opa30BaHUS KUPHBIX KUCIOT C HEyeT-
HBIM YKCJIOM aTOMOB yrieponaa. Bce aTo Hapyiaer
OMOCHHTE3 CIOXHBIX JUMUIOB B HEPBHOU TKaHMU,
MNPUBOAUT K €€ AEMUEIUMHU3ALUMU U PA3BUTUIO CO-
MYTCTBYIOIIEH TSXKETOU HEBPOJOTUYECKON CUMIITO-
MAaTUKMU.

Crnenymwoias GopMa — ae(pMUUET MeBaJOHAT
KHMHa3bl (JJokanuzauus Ha 12q24, ren MYK). Kiu-
HUYecku oTMevarorcs:t HapyuieHue LIHC, 3Haum-
TeJbHOE OTCTaBaHWE B POCTE U Pa3BUTUU, AHEMMSI,
renaTo-CIUICHOMETalus, KaTapakTa, MeBaJloHOBas
alyaeMus, MeBaJoHaTaLIUAyPUSI.

- neuIuT MeTUIMATOHWI- KOA MyTassl (amumy-
pUsT METUJIMAJIOHOBAs, JIOKIM3ALMSI Ha XPOMOCO-
Me 6p21.2-p12, ren MCM), MHOXeCTBO Ae(DEKTHBIX
ajulelieil, Tpymia KoOMIUIEeMEHTalluy mut, p). 3abo-
JIeBaHME OTHOCUTCS K Tpymime B, -pe3ucTeHTHBIM
(dopMaM METUIMAJIOHOBOI anuaypun (0T GeccuM-
NTOMHOM 10 OBICTPO MpOrpeccupyolleit, IpruBoAsI-
1IeH K JIeTaJIbHOMY UCXOIY Cpa3y IOCJIEe POXKACHUS ).
KiuHuyeckn oTmevaroTcsl : 3MU304bl MeTaboIu-
YeCKOro KeToaluuao3a, 3aaepXKa IMCUXUYECKOTo U
(pu3uyecKkoro pa3BUTHS, HEBPOJIOIMUYECKUE Hapy-
1IeHUs, HEATponeHusl, octeonopos. JlabopaTopHo:
HEMOCTOSIHHASl TUIMEPIIAMLMHEMUS, B MOUYe — Me-
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TWIMAJIOHOBAs1 KUCJIOTAa U KETOHbI C JJIMHHOM yr-
JiepomHol 1enblo. Butamuua B12 mis nedenus He
HCIIOJIb3YEeTCS.

Hedwumur MeTnamMaioHnmi-KoA  panemassl
(251120, metunmanonuin-KoA snmumMepasa, 10Kanm-
3aus Ha 1 p-xpoMocoMe;). KIMHUYECKH cXoxXa ¢
JIe(ULIMTOM MEBaJIOHAT KMHA3hI.

Pazimyaror crenyronve nedekTbl cuHTesa B -
Ko(epMeHTOB (aIeHO3UH- U METUIIKOOATaMUHBI):
KobOamaMnHA, KobaramuH B, ko6amamun C, Kkoba-
JamuH D, kobanamuH E, kobamamuH F (BuTamuH
B ,-4yBCTBUTEIBHBIE);

JlepekT cuHTe3a ajgeHo3MHKOOANAMUHA (KOOa-
nmamMuHA). CuHTe3 HapylleH B WHTAaKTHOM KIIET-
ke. KimmHM4Ieckn BO3MOXKHBI KETOAIIMIO3, COIIOP,
KOMa, CITaCTUYECKME Iape3bl, IUCTOHUS, CYyTOPOXK-
HbIC IPUNANKKI, HEATPOIICHUS, TPOMOOLIMTOIICHNSI,
OCTEOIIOPO3, CIIOHTAHHBIC TIEPEIOMBI, TUTIC PIIIAII -
HeMMUS.

JlepekT cuHTe3a ajgeHO3MHKOOANAMHUHA (KOOa-
namuH B). CuHre3 HapymaeTcs U B O€CKICTOIHOM
cucteMe. MeTWJIMaJOHOBasl alUaypus, YyBCTBU-
TeJibHA K BUTaMUHy B12

JledekT ocBOOOKIEHNS U3 TU30COM (KOOaTaMUH
F, 6one3Hb kob6anamuHa F). [lonoaHuTe bHbBIE TTPU-
3HAKW: KOXHas Chbillb, MakpoLuTo3. OTMevaeTcs
HapyIlIeH1e BHICBOOOXKIEHUST BUTaMuHa B, u3 yin-
30COM.

CoueraHHasi HeIOCTATOYHOCTh (KoOayaMuH
C) merwnmanionwn-KoA Mytasel U ToMouucre-
WH: (MeTuaTeTparuapodoaar MeTUITpaHcdepasbl)
— Haubosee yactas gopMa gedekra Merabosirzma
KoOaslaMMHa. B kjieTkax HapyllleH CUHTe3 KakK ajae-
HO3WUJI-, TaK U METUJIKOOaTaMrMHOB. OTMeUaeTcs Ha-
pylIeHME BbICBOOOXKAEHMs BUTaMuHa B, u3 mu3o-
coM. KimmHMYecKn: OCTphIii IICUX03, allaTs, COTIOop,
OTCTaBaHME B YMCTBEHHOM Pa3BUTUH, IIIATAIOIIASICS
MOXO0JIKa, TIOJOCTpast AeTeHepalnsl CIMHHOTO MO3-
ra, reMOJIMTUYECKas aHeMUs1, MerajaooacTHas aHe-
MUsI, TeMaTypus, IPOTeMHYpUsI, TeMOJUTUKO-ype-
MHWYECKUII CUHAPOM, IMIMEHTHAs pPEeTHMHOIATHS,
MapdanonnHbiii peroturn, BITC, nérouHoe cepiie,
MeTaboIMYeCKU auua03, racTpUT. buoxumMudyecku
OIIpeAe/IsIeTCS TOMOUMCTUHEMHSI Y TOMOLIMCTUHY-
pusi, LUCTAaTUOHYPHUS, METUIMATOHUIALIMAYPUS,
Merano6yacTo3, MaHLIUTONEeHUS

MeTuaManonoBasi anuaeMus U rOMOIUCTHHYPHS
(kobatamuH D). B kjeTkax HapyllleH CHHTE3 KakK
aleHO3uI-, TaK U MeTujakoOataMmuHoB OTMmeyaet-
¢S paHHsIs1 MaHUdecTanus, Tskenoe TedyeHue. [pu
JIabOpaTOPHOM MCCECAOBAHUM OTMEYaeTCsl TOMO-
LUACTUHEMUS, TOMOLMCTUHYPUSI; LIMCTAaTUOHEMMUS,
LUCTAaTUOHYPUSI, CHUKEHHE YPOBHS METHMOHMHA
B KPOBHU, Meraao01acTo3, HaHLIUTOIEHUSI.

Hedexr oomena suramuna B, tuna I (xiuHu-
yeckd Oim3kasg gopma — kobamamuH D, gedexrt
MeTaboau3Ma ButamuHa B12, tuma 11, Takke nMe-
HyeTcs kobaiamuH G).

TomonucTunypus (kobanamut E, 601e3Hb KoOa-
JlamyHa F) — HapylieHue BbICBOOOXKACHMS BUTAMU -
Ha B12 u3 1u3ocomMm; croaa Xe oTHeceHa KobaaaMuH
G — HEIOCTaTOYHOCTh METWIITETParuapodoiaT Me-
TUITPaHC(epas3bl

Henocrarounocts meTuamasionmi-KoA snume-
pa3bl (MeTunManioHUn-KoA paniemasa), cuyuTaB-
IIENCS TIPUYMHOW METWJIMAJIIOHOBOU allMaypyuu
tuna III, oTHeceHa K METUJIMAJIOHOBOW alUMAypUU
tuna [ (HEZOCTaTOYHOCTh MeTUIMATOHUI-KOoA
MyTasbl).

Iean padoTh

IMpencraBurh caydail SMUTEHETUYECKOIO 3a-
0osieBaHMs, CONPOBOXIAIOIIETOCS HapylIeHUeM
oO0MeHa cepocoaepKalnXx aMIHOKHUCIIOT (HeIocTa-
TOYHOCTBIO KOOaIaMI1HA).

Marepuabl 1 METOABI

CoBpeMeHHBIE U KJTaCCUYECKUE: KIWHUKO-Te-
HEaJoTUYECKUI, COMAaTOT€HETUYECKU, OMOXUMU-
YEeCKUI, IUTOTEHETUYECKUI, MOJEKYISIPHO-TEHEe-
TAUYECKUI, METOMIBI BU3YATU3AIIAU.

Pe3ynbraTbl HCcae10BaHUS

B XCMI'LI obpaTtunacek cembs JI. ¢ pedbeHKOM
5 et

Juaenoz npu nanpaeaenuu: OpraHndeckoe IMo-
paxenue ITHC B (opme BbIpakeHHON MHTEJICK-
TyaJIbHOI HEZOCTaTOYHOCTU, MUHUMAaIbHAsI MO3-
ropasg OUCHYHKOUS, IHPaMUIHO-IOIKOPKOBAs
HEIOCTaTOYHOCTbD.

XKanobvl Ha momenm obpaujenus: Ha 3aI€PXKKY
TICUXUIECKOTO M PEUEBOI0 Pa3BUTHUSI, HealeKBaTHOE
noseaeHue. PebeHok uzduparesieH B ene (He JIoOUT
rpeuHeByI0 Kalry). OTMe4yaeTcsl TUIIepaKTUBHOCTD.
[leprogmyecku OTMEUYAIOTCSI PBOTHI.

Anamnes 3abonesanus: MaTb cuuTaeT peOEHKa
OOJIBHBIM C POXIEHUS, TaK KaK peOCHOK POIMII-
Csl OTEUYHEIM, B CBSI3M C YeM HaXOAWJICS B KIOBE3e.
Yepe3 3 aHS mociie JIeUeHUsI COCTOSIHME peOeHKa
VIIYYIIWIOCH, OTEKH YMEHBIIINCE. B TeueHme nep-
BBIX 2-X MeCSIIeB HaXOOWJICS Ha TPYOTHOM BCKapM-
JINBAaHUM, 3aTEM, B CBS3M C arajakTUel y MaTepu,
OBLI TIepeBeieH Ha UICKYCCTBEHHOE.

B Bo3pacte 8 MecsilieB MaTh cTajia 3aMedaTh, YTO
pebCHOK He pa3BMBACTCS COOTBETCTBEHHO CBOEMY
BO3pacTy, 3aMKHYT B cebe, He MPOSIBIIIeT HUKAKOTO
HHTepeca K yemy-aubo. Torma xe poauteand odpa-
TWJINCH K HEBPOIIATOJIOTY 10 MECTY XXUTEIbCTBA, HO
JIMAaTHO3 He ObUT yCTAHOBJICH.

B 1,5 roga pebeHOK OBbLT KOHCYJIBTUPOBAH
JIOTOIIEIOM M TICUXUATPOM PaMOHHON OOJBHUIIBI,
OBLI yCTaHOBJICH IMArHO3: 3aJepKKa IICUXOPeUeBO-
ro pa3BUTHSI. PeKoOMeHIOBaHAa TOCIUTAIM3AlUAS B
JIETCKOE OTIEICHIE TICMXOHEBPOJIOTMISCKOM OOJIb-
Hunbl . Knesa, rme, mociae mMpoBeAeHHOTO KOMII-
JIEKCHOTO 00CJIeIOoBaHMs ObLIT BRICTaBJICH THArHO3:
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3aJepKKa IIcuxopedeBoro pasputus. [IpoBoguiock
neuenue: Ca romaHTteHar 0,25 Mr 2 pa3a B ieHb. Pe-
OCHOK OBLI BEITTMCAH B yIOBJIETBOPUTEIBHOM COCTO-
sHun. PekoMeHmoBaHa peaOMIUTAMS B PEUCBOM
LICHTpE.

C 08.04.2011 r. o 13.05.2011 r. HaxomwiICsT Ha
CTallMOHAPHOM JieueHNU B KueBCKOil ropomckoit
IICUXOHEeBpormdeckoii 0oapHuIe Ne 2. bulio rmpoBe-
JIEHO MeIUKaMEHTO3HOe JICUCHHE 1 JIOTOIIeIIecKast
koppekuwms (18 3anaruii). B amHaMuke — BHUMaHMUE
crajo Oojiee YCTOMYMBBIM, HO CaMOCTOSITEJIbHAsI
MO3HaBaTeJibHAsE aKTMBHOCTb He (OpMHpPOBaiach.
Bbbu1 BRIIMCAaH ¢ IMArHO30M: OpraHUYECKOe I1opa-
xeHue IITHC B ¢dopme MHTeNIEeKTyalbHON Hemo-
CTaTOYHOCTH BBIPAXKCHHOW CTEICHHW, IU3apTpuUeii
TsKeJIoW creneHu. IIpoBoauioch JiedeHUe: Kop-
T€KCUH, MarHUKyM, 3aHSTHUS ¢ Jiorornenom. C aToro
BpPEMEHM peOCHOK SIBJISIETCSI MHBAIUIOM JETCTBA.

C wenbio mpoUJIaKTUKU 1 TIEPEKOMUCCUM Ha
uHBanuaHocTh, ¢ 05.10.2012 ©. mo 26.10.2012 r,
peOeHOK HaxOAWJICS Ha CTAllMOHAPHOM JIEUEHUHU B
KwueBckoit cuxoHeBponorndeckoi 6oapHUIIE No2,
rae MoayYusl Kype MEeIWKaMEHTO3HOTO JIEUEHMS,
Jnoroneanyeckon koppekuuu, MCT, urpoBoii Tepa-
nuu. Ha ¢poHe mpoBeaeHHOro JIeUeHUs YyUILIUICS
3pUTEIbHBIII KOHTAKT, PACIIMPUJICS TIACCUBHBIN
cJioBapb. BeInmucaH ¢ yaydyiieHUeM.

C uenplo JajbHEHRIero JieueHus:, oocaeaoBa-
HUS ¥ YTOUHEeHUS nuarHo3a HampasjiieH B XCMI'1I.

Anamne3 xusan: Pommicsa or IV 6epeMenHoc-
1, III pomoB. bepeMeHHOCTh MpoTeKaaa Ha (hoHe
yrpo3bl nipepbiBaHus, OPBU, anemuu Bo I1-M Tpu-
MecTpe. Poabl cpouHblie, MaTOJI0rMYecKue, co CTU-
MyJsIUMel (BbICKAOJMBaHUE IUIALIEHTBI) B CPOKE
rectauuu 40 Hemenb. Bec pebeHKa nMpu poxXaeHUU
3850 rp., pocT 52 ¢M, olieHKa no 1kaae Anrap 7-8
0asios.

OTanbl N1CUX0(U3NIECKOTO Pa3BUTHUSI:

— CHUJUT C 6 MeCSILIEB,;

— xomuT ¢ 11 mecslieB;

— nepBble ca0Ba ¢ 1-ro roaa, pazoBas peub OT-
CYTCTBYET;

W3 nepeHeceHHbIX 3a0oaeBaHuii: OPBU, aTo-
nuueckuit nepmatut. Ha npuBuBky AKJIC oTmeue-
HO 1 t Tena 1o cyodeOpuabHBIX TUdDP.

C 2010 roma coCTOMT Ha AMCIAHCEPHOM Yy4e-
Te y IETCKOro IICMXWATpa, SBJISIETCS WHBAIUIOM
nerctBa. [Tocemwaer getckmii can, rpymy 3I1P.

®eHoTHN: TIPU3HAKU ME30IepMaIbHOM TUCITIA-
3UM.

PonociioBHasi, cBeleHHs O COCTOSIHMM 310POBbS
poaMTelieii: pOIOCIOBHAs OTATOIIEHA IO MyJIbTU(DAK-
TOPUAIBHOM ITaTOIOTNY (MHCYIIBT, XOJISLIUCTHUT, YXYI-
1LIeHUe 3peHus, pak nuiuesona, BCJ, murpeHu).

Hepposornyeckuii cTaTyc: Npu3HaKy MUPaMU -
HOM HETOCTaTOYHOCTH.

Pe3yasTaTbl mocjaeqHUX MPOBEIEHHBIX HCCIEN0-
panmii B XCMTI'11:

* buoxumunueckuit ananus kposu (0T 09 HOSIOPs
2012 r) — nakrataeruaporeHasa 1370,75 En/n
(Hopma 1o 345), Bce ocTajbHbIe IOKAa3aTeau
B Mpeeiax BO3pacTHOU HOPMBEL.

TCX amuHokucnot kposu (ot 09.11.2012 ) —
(beHmIanaHuH, TUPO3UH, TpUIITOPaH — 8-9mr %,
BaJIvH 1, IPOJIVH 1, IJIMIUH 1.

TCX yrneBonos kpoBu (o1 09.11.2012 ) — HOp-
Morpamma.

VYpunonuzuc (ot 09.11.2012 ) — ynenbHbI Bec
11,025 r/cm? (HopMa 10 1,03), mpoba Ha MpoTuH
MOJIOXKUTEIbHASA (HOpMa OTpUlIaTesibHasI), BCE
OCTaJIbHbIC ITOKA3aTe/IN B IIpeaesIaX BO3pacTHOM
HOPMHEI.

HccnenoBansl moauMop@Hble BapUaHTHI TEHOB
cucteMbl ponatHoro uukia (ot 09.11.2012r) —
ooHapyxeno: redH MTHFR C 677 T B romo3u-
TOTHOM COCTOSTHUM.

VYpoBeHb romouucrenHa B kKposu (ot 11 mas
2013 ) — 16,45 MKMOJIB/T (HOpMa 110 S);
VposeHb ¢osineBoil KucjaoTel B KpoBu (oT 11
nioHs 2013 ) — 16,15 ur/mi (Hopma 4,6-18,7).
VYpoBeHb umaHokob6anamuHa (B12) B kpo-
Bu (ot 11.06.2013 1) — 540,7 nr/ma (Hopma
191,0-663,0);

Ananu3 kpoBu paszBepHyThii (OAK + COD)
(ot 11.05.2013 ) — COD 117 mm/9ac (HopMma
2,0-12,0), sputporutsl 1 4,6 KIeToK/11 (HOpMa
1o 4,5), cpenHuii 06beM 3puTponToB | 74,3 i
(Hopma ot 78), cpenHee coaep:KaHUE TeMOIJIO-
owHa B aputponute | 26,1 rir (Hopma ot 28), Mo-
Houwmthl 113,7 % (Hopma 1o 10), Bce ocTabHBIC
IoKasaTeJid B IIpeaesiaXx BO3pacTHO HOPMEL.
Y3 OBII (ot 09.11.2012 1) — ymepeHHBIE
nuddy3HbIe M3MEHEHUSI B IApeHXMME IIede-
Hu. [Tpusnaku JIKBII, npucteHOYHBIA 0cagokK
B >KEJTIHOM ITy3bIpE.

VY3U nouexk (ot 09.11.2012 r.): BeTBuCTHIN THUTT
CTpoeHMsI, AedopMalMs ITOYEUHBIX CHHYCOB.
YMmepeHHbI ypocTas (yameuku 1o 8 mm). Jlo-
XaHKa chopaBa IleJeBuaHas ciaeBa 17x9 mm).
BreipaxkeHHBIE MeTaOOJMMYECKHE WM3MEHEHMSI,
MUKPOJUTHI 10 3 MM. HanmouyeuHuky He yBen-
YEHHI.

HccnenoBaHbl moauMop@HbIe BApUaHTHI TEHOB
cucteMbl (ponatHoro nukiaa (or09.11.2012r) —
ooHapyxeHo reH MTHFR C 677 T B romo3u-
TOTHOM COCTOSTHUM.

LuToreHeTnueckoe HCClIeTOBaHUE (o1
09.11.2012 ) — 46, XY 9gh+, 16gh+, 22ps+,
G-C-okp., 1% XxpoMOCOMHOI HECTAOWIJILHOCTH.
HccnenoBanue MouM METOAOM Ta30BOM Xpo-
matorpauu UM Macc-crekrpomerpuu  (OT
09.11.2012r) — BbIsIBAEHBI U3MEHEHUSI BTPYIIIAX:
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MeTa0OIUTEl OOMEHA Cephl, HEIOCTaTOYHOCTH

B,,; MeTabonuTel GakTepuil; MeTaOOIUTHI IIPH-

eMa MoJM(MEeHOI0B 1 (DIIAaBOHOMIOB C ITHUIIEH.

3akimounTebHbI quarHo3: Ha ocHoBaHuu ka-
JI0O, aHaMHe3a, (peHOTMMNa, HEBPOJIOTMYECKOIO CTa-
Tyca, KJIMHUYECKON KapTUHBI, POJOCIOBHOM, NaH-
HbIX JOMOJHUTEIbHBIX U JaOOPATOPHBIX METOAOB
HCCJIeNOBaHMs, Y IIpo0aHIa MMeeT MeCTO: DIIUre-
HeThyeckass 00sie3Hb. XPOMOCOMHBIN TMOJIUMMOpP-
(u3M, reHHbII TOJTUMOPHU3M.

Pekomendosarno: nuerorepanusa (oOoraiiecHue
MPOAYKTaMU MUTAHUSI C BBICOKHMM COIEp>KaHUEM
BUTaMuHa B6, oineBoil KMCIOTHI, a TAKKe Orpa-
HUYEHUE MPOAYKTOB C BBICOKUM COAEPKaHUEM Me-
THOHMHA) BUTaMuH B, ponuesas kuciora, 6etanH,
HabJIoIeHUWe HeBpoJora, reMarojiora, IeHEeTHKa,
KOHTPOJIb TOMOLIMCTEMHA KPOBU.

BoiBoapl

IIpencraBiaeHHBIN caydail JeMOHCTPUPYET Aua-
THOCTUKY BSIIMIeHEeTUYECKOro 3abojieBaHUSI B CO-
YeTaHU! ¢ HapylIeHneM oOMeHa CepoCOAePKAIINX
AMUHOKUCJIOT, TOMOUUCTUHYpuKn. Hanuune Heus-
MEHEHHOTO BUTaMMHa B, He MCKIII0YaeT AnarHosa
TOMOLIMCTUHYPUU, a CBUACTEILCTBYET O HAPYILLICHUN
nyTu ero yrmauzauuu. OTeYHOCTh ITPU POKIACHUU,
cKopee Bcero, Obljia 00yclIOBJIeHA HAPYIISHUEM OT-
TOKa JUM@HBI, UTO XapaKTepHO MJIsI MOCIEeACTBUN
COCYIMCTBIX HapylIeHU MNpU TOMOLMCTUHYPUM.
Koppekiyss 0OMeHHBIX HapyLIeHU I TIO3BOJISIET pa3-
paboTaTh MyTU peadUIUTALIMU U TEM CaMbIM YJIyd-
LIIUTH COCTOSTHME MAallEHTA.




