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dpylwieHue obmeHa cepocogepxawmx aMHmUHOKUNCIIOT

(ro MOLUUNCTUHYP Vlﬂ) — 9TO IpPyIIIa HACJIEACTBEHHBIX 3a00JIEBaHMMA, IPU KOTOPHIX I10-
BBIILIAETCS YPOBEHb TOMOLMCTENHA B KPOBU. [ OMOIIMCTEHMH BIUSET HA IPOLECCH] CBEPTHIBAEMOCTH
KPOBH, CEPIEYHO-COCYITUCTYIO CUCTEMY, HEPBHYIO CHCTEMY, COEANHUTENBHYIO TKAHb.

TomoncTHHYpYS MOKET OBITH BEI3BaHA: MyTAIlMEH B HECKOIBKUX Pa3HBIX TeHaX. Bce 9TH TeHbI OTBETCTBEHHBI
3a cuHTE3 (PEpPMEHTOB, KOTOPHIE YYaCTBYIOT B TOM, KaK HaIll OpraHU3M HCIIONB3yeT U 00pabaThiBaeT aMHHO-
kucnotel. Hanbomnee pacnpoctpaneHHON (HOpMOI TOMOIUCTHHYPHH, SBISETCS ASPUIUT PepMeHTa IIIUCTaTH-
OHMH-0€Ta-CUHTa3bl, KOTOPBI BO3HUKAET Mpu MyTarusax B reHe CBS. bonee penkre mpuunHbl TOMOIUCTH-
Hypuu BKItodaroT mytanuu B renax MTHFR, MTR, MTRR u MMADHC. Jlpyrue ¢popmMbl TOMOITUCTHHY PHH
CBSI3aHBI C HapyIIeHHeM o0pa3oBaHus BUTaMruHa B12 u kpoMe roMOIIMCTUHYPUU COTIPOBOXK/IAI0TCS MOBBIIIIE-

HHEM METHJIMAJIOHOBOM KHCJIOTHI.
Kak MPOABJISACTCHA KJIACCUIECCKasA I'OMOIH/ICTI/IHypI/lﬂ?

JleTH ¢ 3TUM 3a00/1eBaHHEM He MMEIOT 0COOCHHOCTEH NpH
poxxkaeHun. IlepBbiMu HecnenupUIEeCKMMH CHMITOMAMH
MOTYT ObITh:

Haunbonee pacnpocTpaHeHHBIA THTT
TEHETUYeCKON (POpMOM TOMOICTH-
HypHH — KJIaccH4ecKasi TOMOIM-
CTHHYPMSI, BbI3BaH Jiepummrom dep-
MEHTA IIUCTaTHOHNH-0ETa-CUHTA3a.

* 3ajep)kKKa ICUXOMOTOPHOTO Pa3BUTHS;
* VMCTBEHHAs OTCTAIOCTh;

» CkenerHbie aedopmaryu (BaJIbrycHass yCTAHOBKA KOJICH-
HBIX CyCTaBOB;

* Kugockonnossr;

» BoponkooOpasHas uiu KujieBuIHas AeGOpMaIiy IpyIHON
KIIETKN);

® KapI[I/IOBaCKy.]'IHpHaH I1aTOJIOT U,

* YacTtsie mepenoMsl (y AeTel cTapiiero Bo3pacra).

XapaRTepHa MaToJIorvs ria3Horo ammapara:

» CyOmrokcanus (JTFOKCAIs) XpyCTaTUKOB, YaCTO OCIIOXKHSI-
FOIIMICA BTOPUYHOM IJIAYyKOMOM, HEPEIKO UMEIOIIEH 3J10-
KaueCTBEHHOE TEUCHHE;

* Muomnus;
* Atpodus 3puTEIBHBIX HEPBOB;

» Karapakra u OTCJIONKA CETYaTKH.
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VY manmeHToB MOAPOCTKOBOTO U MOJIOIOTO BO3pACTa MOTYT BOSHUKHYTh TPOMOO3bI, KOTOPBIE SIBIISIFOTCS TJIAB-
HOW MPUYMHON MH(]apKTa MUOKapAa UM UHCYIBTa ¢ (POPMUPOBAHUEM 0YaroBOM HEBPOJIOTUYECKON CUMIITO-
MaTHKH{ BO3HUKAIOT IPEUMYIIECTBEHHO Y MAllMEHTOB MOAPOCTKOBOIO BO3pacTa.

Jpyrue Bo3MOXHBIE CUMIITOMBI BKJIIOYAIOT 3a00JIeBaHNE KOCTEH (CKOJINO03), TPOOIEMBI C TICUXHYECKUM 3710-
POBBEM U TTPOOJIEMBI C TTIOBEACHUEM (HAapUMep, CHHAPOM AehHUIIMTa BHUMAHUS U TUIIEPAKTHBHOCTH ).

Kak nacienyercst Kjiaccumueckasi rOMOUUCTUHYPUsi?

T'omocTHHYPHS. OTHOCHUTCS K HACJIECTBEHHBIM 3a00JIEBAaHHSIM U MIEPEAAETCS 110 ay TOCOMHO-PEIIECCHBHOMY
TUIY. DTO 3HAYUT, YTO 0OJIE3HB MPOSBISAETCS TOIBKO B TOM CIIydae, €CII 00a POAUTEINS SABISFOTCS HOCHTEIIS-
MU U, XOTS CaMU OHHU He OOJICIOT, epeJaroT peOeHKyY /1Ba MOPAKEHHBIX T'eHa. BoIbIIMHCTBO ceMei, T1e ecTh
peOeHOK ¢ ATUM 3a007IeBaHUEM, HE CTAIKHBAIUCH PAaHBIIIE C TOA00HOM pobieMoii. Pruck mOBTOpHOTO poskie-
HUs 0OJIBHOTO peOeHKa B CeMbe, I7I€ YK€ €CTh OOJbHBIC JETH, COCTAaBIISAET 25% Ha KaKIyt0 OEpeMEHHOCTb.

Bce cemMbu ¢ TOMOIIMCTUHYPHUEH JAOIKHBI 0053aTEIbHO MPONTH MEIUKO-TEHETUIECKOEe KOHCYIIBTHPO-
BaHHUE U TOJYYUTH MOJHYI0 HH(OPMAIIMIO OT Bpavya-TeHETHKA O PUCKE MOBTOPHOTO MPOSBICHUS JaH-
HOTO 3a00JICBaHUS B CEMbE, OOCYIUTH CO CICHUAIUCTOM BCE BOMPOCHI, CBI3aHHbBIC C HAC/ICIOBAHUEM
3a00JIeBaHus.

B Poccun MCIUKO-TCHETUYCCKUEC KOHCYJIbTalluN pa60Ta10T MPAKTHUYCCKHU B KAXKXJIOM PETHUOHC.

Kak YCTaHABJIMBAKOT TUATHO3 KJIACCHYECKOM I OMOIIHCTHHypHH?

Ha ocHOBaHWU KIMHMYECKMX CHUMITOMOB Bpad MOXKET 3al0J03pUThH 3a00JIeBaHUE U Jajiee OTIAaBUTh Mallu-
€HTa Ha ClleNuaIu3upoBaHHOE JaboparopHoe uccienoBaHue. [Ipm roMOIMCTUHYPHUM MOBBIILIAETCS B KPOBU
YPOBEHb CBOOOHOTO ¥ O0OIIETO TOMOIIMCTEHNHA, @ TAKXKE YPOBEHb aMHHOKHCIIOTHI METHOHWHA. VccnenoBanne
MOYH Ha OPTaHWYECKH KHCJIOTHI TIO3BOJISIET UCKIFOUYUTH ()OPMBI TOMOIIMCTHHYPUU C METHIIMAJIOHOBOHU aIlu-
nypueil. Jlanee myteM MOJEKYISIPHO-TEHETHUECKOTO aHayin3a BhISIBIOT MyTaiuu B TeHe CBS. Ouenpb BaxxHO
MIPOBECTH 3TOTO aHAJIH3, TOCKOJIBKY yIKE IO TCHOTHITY B HEKOTOPBIX CITydasx BO3MOYKHO OIPEACTUTH OyIeT JIH
YYBCTBUTEIBHOCTH K T€paNuu BUTaMHUHOM B6 niu HeT.

Kak Jjiedar KJIacCM4ecKyrH roMOIUCTHHYPHIO?

MeTHOHUH SIBJISIETCS He3aMEHUMON aMHUHOKHUCIIOTOM (HE CUHTE3UpYETCsl B OpraHu3Me, a MOCTyHaeT U3 BHE),
OH HEOOXOAMMBIM JIJIs1 HOPMAJILHOTO POCTA U CHHTE3a Oelika B OpraHu3Me, U MO3TOMY HE MOXET OBbITh IO0JI-
HOCTBIO UCKJIFOUEH U3 pannoHa. CHI)KEHNEe METHOHMHA JJOCTUTAeTCs IyTeM OTpaHUYeHus OelKa B MUILE A
NOJ/IepKaHMsl yPOBHS METHOHMHA U TOMOLIMCTEMHA B KPOBH B IIpe/ieliax eJIeBbIX MoKa3arenel ieueHus (OHU
HEMHOI'0 OTJIIMYAIOTCS OT HOPMaJIbHbBIX 3HAUEHMI). DTO MOTpeOyeT 0TKA3aThCs OT OEIKOBBIX MPOIAYKTOB C BbI-
COKHM coJiep>kaHueM Oeka, BKITIouast Msico, IOy, siiflia, Chlp 1 6000BbIE, TOCKOIBKY OHU COAepkKaT O0JIbIIoe
KOJINYE€CTBO METHOHHMHA U, TAKMM 00pa30M, pa3perieHsl TP TOMOLMCTHHYPHUH JIUIIb B 04€Hb HEOOIBIIOM KO-
anyectse. [Ipyu 3TOM, 9TOOBI OpPraHN3M MOTyYall TOCTaTOYHOE KOJMUYECTBO IPYTUX aMHUHOKHCIIOT Ha3HAYAIOT
JIOTIOTHUTEIFHO K HU3KOOEGIKOBOW HETe CreUalbHbIe JIeueOHbIe CMECH, B KOTOPBIX OIPaHUYEHO COZIepIKa-
HHE TOJILKO METHOHHHA, a IPyrie aMUHOKHUCIIOTHI COAEPIKAThCs B IOCTATOYHOM KosmdecTBe. OCHOBHBIC HaBBIKH,
KOTOpBIE JOJDKHBI IIPUOOPECTH POAUTEINH M CaM MAIMEHT — PACCUUTHIBATH AUETY TAKUM 00pa3oM, YTOOBI BCE aMU-
HOKHCJIOTBI ¥ IPYTU€ HyTPUEHTHI TOCTYIIAIH B IOCTATOYHOM KOJIMYECTBE, @ YPOBEHb METHOHHHA OBLT OTPaHIYEH.
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Crnenyer MOMHMTB, YTO TOJIEPAHTHOCTh K METHOHMHY (0O€30macHbIil ypOBEHb) pazinyaeTcs y naunueHroB. Kak
MPaBUIIO OHA MOXKET OBITh B quana3oHe oT 80-160 Mr/neHs, 9To0BI ypoBeHb 001Iero roMonucTrenna (tHey) Obit
<100 mxmomb/11. BaskHO BMECTe ¢ BpayaMy ¥ Ha OCHOBAHUU JTA00OPATOPHBIX aHAITU30B IO OMPEICIICHHIO METHO-
HHMHA U TOMOLIMCTEHHA OTPEINTUTh O€30MacHbIN YPOBEHh METUOHHHA UHIUBUIYaIbHO. 7151 yripaBieHus: HOpMOI
METHOHMHA YeJIOBEKa MPUMEHSIOT MO0 TaONHUIbI ¢ COIep)KaHMeM METHOHMHA B KaXKIOM M3 MPOAyKTOB. Eciu
COZIEpKAHUE METUOHUHA HEAOCTYIIHO, TO IPUMEPHO PACCUMTHIBAIOT UCXOZS U3 TOro 4To 20 MI METMOHUHA COIEP-
JKUTCSI IPUMEPHO B 1 T Oernka.

Kpome muerorepanuu Ha3HA4arOT BUTAMHHBI, CPEIM KOTOPHIX HAMOOJIee BaKHBIM sBIsICTCS B6O (MMpPUIOKCHH).
OTOT BUTaMUH HeoOxoauM (hepMeHTy 1rcTatnoHnH-0eTa-cuaTasze (CBS) mist HopmaiibHoM padoTsl. [IpumepHo B
TMIOJIOBUHE BCEX CITy9YaeB KIIACCUUECKON TOMOIMCTHHYHHH HAOMIOIASTCSl TyBCTBUTEIBHOCTD K JICUCHUIO BUTAMH-
HOM B6. J17151 3TOT0 POBOISAT CrICIMATTBHYFO TIPOOY ¢ BATAMUHOM, OTIPEIEIISIOT OMOXMMHUYECKHE MTOKA3aTeH KO-
Bu. Ecin mokasarenn METHOHMHA M TOMOIIMCTEWHA CHIDKAFOTCS, TO YCTAHABIMBAIOT TUarHO3 B6-dyBCcTBUTEIEHAS
(hopMa roMOIMCTHHYPHH ¥ MHOTHE M3 ITHX MAIIUEHTOB HE HYXKIIAIOTCS B TUETOTEPAITUH, 2 UM HEOOXOIUM TOJIHKO
npueM BuTamuHa B6. BakHO 4eTKO CieioBaTh JO3MPOBKAM Ipenapara, KOTOpbIe Ha3HAYUT Bpad JUIS ITOTYICHHS
MaKCUMAaITLHOTO 3(h(heKTa JIeueHHs ¥ TIPEIOTBPAIeHIs TOOOUHBIX siBNieHHi. Ecni He HaOmonaeTcst oTBeTa Ha BU-
TamMuH B6, Bpaun peKOMEHIYIOT MPHICPKUBATHCSI CTPOTOM JIUETHI U KaK MPABIIIO HA3HAYAFOT €I OJIHY OHOJIOTH-
YEeCKYI0 aKTUBHYIO J00aBKY — OeTauH. DTO COSMHEHHUE CIIOCOOHO MOMOTaTh «HEUTPAIH30BaTh) TOMOIIMCTEHH B
pesynbrare 3ammycka 0co0oi (pepMeHTHOH peakiyu.
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[Tpu HEOOXOAMMOCTH MPOBENEHUS XUPYPrHUYECKOr0 BMENIATENbCTBA 0053aTeNIbHO MPOKOHCYIBTUPO-
BaThCs C JIEYAIlUM BpavyoM, MPOBECTHU HCCIIEJOBAHWE HA TOMOLMCTEUH KPOBH, MPEANPHUHITH MEphI
poUIaAKTUKN TPOMOO30B, YKa3aHHbIE B JAHHBIX PEKOMEHIALINAX.
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Kaxoii Hy’>KHO IPOBOAMTH MOHMTOPHHT /ISl MALMEHTOB?

Heo6xonmum MynsTHAMCUMIUIMHAPHBIA TOAXOA K HAONIOACHUIO M JICYCHHUIO MAIIMEHTOB C TOMOIMCTHHYPUEH
CTEMAMCTAaMH Pa3HBIX MPOdUIIeH ¢ 1eNbI0 00eCTIeYeHNsT KOMIUIEKCHON Teparuy U CBOEBPEMEHHOH €€ Kop-
PEKIMH IpY He0OXOAUMOCTH. /1)1 MallMeHTOB ¢ TOMOLIMCTHHYPUEH HEOOXOIUMBI PErysipHbIE 00CIICTOBaHUS,
KOTOPBIEC Ha3HA4aeT Bpay.

Kak nanuenTts! nomy4yaror Jiedenue B Poccuiickoi

Denepanun?

ToMoMCTUHYPUS OTHOCUTCS K YHCITY PEIKUX HACIICACTBEHHBIX
0oJe3He oOMeHa BEIIECTB M BXOAWT B NEpPeUeHb peaKux (op-
(haHHBIX) 32001€BaHUH, JICdCHUE KOTOPHIX MPOBOIUTCS 32 CUET
CpeAcTB pernoHanbHOTO Ofomkera. [locnme ycraHOBIeHHE Iua-
THO3a HEOOXOIMMO BKJIFOUCHHE TAIINEHTa B PETHOHAJIBHBIN Cer-
MEHT PETUCTpPA IO KHU3HEYTPOXKAIOIMUM PeIKkuM (opQaHHBIM)
3a00JIEBAHUAM, C LIEJIBIO TAIBHEHNIIIEro 00ecIIeueHrsT HeOOX0 -
MBIM J'Ie‘—Ie6HBIM MUTAHUCM M JICKAPCTBCHHBLIMU IIpCIiapaTaMu.
B pasHbIX pernmoHax 3a BEJICHHE PETHUCTPA OTBEUAIOT Pa3HBIC
CIICUAJIMCTBI, HO Yall¢ BCCro 3TO BPAYU-ITCHCTHKH, ITOITOMY
MIOCJIC YCTAHOBIICHUS TUArHO3a 00s13aTeIbHO HY)KHO OOpaTHThCS
K PETHOHAILHOMY Bpauyy F'e€HETHUKY.
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Kak MoryT nomorarp poaHbie v OJim3kue?

He 3a0biBaiiTe — 0T ceMbH TaK:Ke 3aBHCHT ycneX JedeHusl. Hy)kHO coOnroaTte peKkoOMeHaluu, HU TpU
KaKHUX YCJOBHUSX HE JIOMYCKaTh «CPHIBOB» B JIMETOTEpAIUH, CIEAYET YJAEeNATh BHUMaHHE peaObuIuTaluu U
IUTAHOBBIM 00cie10BaHusAM. Bee uieHbl ceMbU JOKHBI 3HaTh, UTO peOEHOK HYKIAeTCsl B 0COOOM MUTAaHUU U
OM3KUE POACTBEHHUKH JIOJDKHBI OCBOUTH HABBIKU pacueTa JUETHI.

PO)II/ITCJ'II/I nanueHTa € FOMOI_II/ICTI/IHypI/Ief/'I, aB I[aJ'IBHef/'IH_ICM H caM IIalluCHT JOJIDKHbBI OBITh 06y‘—I€HBI IIpaBHJIaM
opraHuzalyu TCparunu.

TI'omouucTunypus, ceazannas ¢ gepuuurom MTHFR

Yro Takoe runepxosecTepuHeMus?

T'omMouMCcTHHYPHSI — 3TO TPYIINa HACJEACTBEHHBIX 3a00JI€BaHUM, MTPU KOTOPHIX IMOBBIIIAETCS YPOBEHb IO-
MOIIMCTENHA B KpOBHU. [OMOLIMCTENH BIMSIET HA IPOLECCHl CBEPTHIBAEMOCTH KPOBH, CEPAECYHO-COCYIUCTYIO
CUCTEMY, HEPBHYIO CUCTEMY, COEIMHUTEIbHYIO TKaHb.

T'omoumcTHHYpUS MOXKET OBITh BbI3BaHA: MYTAllMU B HECKOJIBKUX Pa3HbIX T'eHbl. Bce 3TH reHbl 0TBETCTBEHHBI
3a cUHTE3 (DEpMEHTOB, KOTOPHIE YYaCTBYIOT B TOM, KaK Halll OpraHU3M HCIIONb3yeT U 00pabaThiBaeT aMHHO-
kucyoTel. Hanbonee pacrpocTpaneHHOM POpMOI TOMOIIMCTHHYPHUH, SBIsETCS NePUITUT (hepMEeHTa IUCTaTH-
OHUH-0€Ta-CUHTa3bl, KOTOPBI BO3HUKAET Mpu MyTalusax B rene CBS. bonee penkue npuunHbl TOMOLUCTH-
Hypuu BKITIo4aroT mytanun B reHax MTHFR, MTR, MTRR u MMADHC. JIpyrue ¢popMbl TOMOITUCTHHY PHH
CBsI3aHBI C HApyIIeHHEeM 00pa3oBaHus BUTaMiHa B12 1 KpoMe roMOLIMCTHHYPUH COTIPOBOXKIAIOTCS TTOBBIIIIC-
HHUEM METHIMAJIOHOBOU KHUCIIOTEL.

TI'omoumcTunypus, cpsazannas ¢ gepuuurom MTHFR — 510 renernueckoe 3aboneBaHue, KOTOpoe BO3HU-
KaeT M3-3a HapylIeHUs paboThl epMEeHTa METUIICHTETparuapodosar peayKkrasbl. ITOT (HepMEHT KOIUPYETCs
reHoM, KoTopblil Taxke HazbiBaeTcss MTHFR. MTHFR BakeH nist XuMu4yeckol peakiuu B OpraHu3Me ¢ yva-
cTueM BHUTaMuHa B6 u (onneBoii KUCIOTHI.

Kak NMPOABJIACTCHA TI'OMOIUCTH-

Hypusi?

I'omoumcTHHYpYS Y HOBOPOXKIEHHOTO pe-
OeHka 00bI9HO He mposiBisieTcs. [lpu o1-
CYTCTBUHU JIEUEHUS Y AECTEW B MIiajieHYE-
CTBE MOSABJISIOTCS MPU3HAKK U CUMIITOMBI
TSDKEJION roMouucTuHypuu. ['omouuncru-
Hypus, BeI3BaHHasd Bapuantamu MTHFR,
MOXeET OBbITh JIETKOW U MPOSABIATHCS B 00-
Jee MO3IHEM JIETCTBE WM BO B3pPOCIIOM
Bo3pacte. CUMNTOMBI MOTYT BKJIHOYaTh
HapylleHHe CBepThIBAaHHE KPOBU (IIOBBI-
eHHOe TpoMO00Opa3oBaHKE), OTCTa-
BaHUE B Pa3BUTHH, CYIOpPOTH, ATaKCHIO,
MOJIMHEWPONIaTUIO, UHTEJIEKTYyalIbHbIE Ha-
pyLIeHUs, 1 MUKpoLehaus.
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Kak nacsenyercsi romouuctunypus, cesizannasn ¢ negpuuurom MTHFR?

TomMonMcTHHYpPYS OTHOCUTCS K HACIEACTBEHHBIM 3200JI€BaHMSIM U TIEpeAaeTCs M0 ayTOCOMHO-PEIIECCUBHOMY
TUITY. DTO 3HAYUT, UTO OOJIE3HB MPOSBISAETCS TOIBKO B TOM ClIydae, €CIH 00a pOJUTENs SBISIOTCS HOCUTENS-
MU U, XOTSl CaMU OHH He OOJICI0T, epealoT peOeHKY /1Ba MOPaKEHHBIX TeHa. bONbIIMHCTBO ceMei, T/ie eCcTh
pebeHOoK ¢ ATUM 3a00JIeBaHIEeM, HE CTATKUBAIKNCH PAaHbIIE ¢ MTOA00HOH nMpolneMoii. Puck moBTopHOTO poXie-
HUS O0JIBHOTO pedeHKa B CEMbE, TJe YK€ eCTh OOIbHbIE I€TH, COCTaBIsAET 25% Ha KaKIyt0 OEpeMEHHOCTb.

Bce cembH ¢ TOMOIMCTHHYPUI TOMKHBI 00S3aTEIbHO MPOUTH MEIUKO-TEHETUYECKOEe KOHCYJIBTUPOBAHNUE U
MOJTYYHTH TTOJIHYIO HH(POPMALIMIO OT Bpada-reHEeTHKa O PUCKE MMOBTOPHOTO MPOSBICHUS TAHHOTO 3a00I€BaHUS
B CEMbe, OOCYIUTH CO CIIEIIMATUCTOM BCE BOIIPOCHI, CBSI3aHHBIE C HaclienoBaHueM 3aboneBanus. B Poccun
MEIMKO-TeHETHYECKUE KOHCYIBTAIIMH Pab0Tal0T MPAKTHUECKU B KQKIOM pPErHoHe.

lomoumcTunypus u3-3a Ae@uImTa MEeTHIEHTeTparuapodonar peaykrassl cBa3ana ¢ myranusimu B MTHFR
rene. Mytanuu B rene MTHFR npuBozast khepmeHTsTO paboTaet He Tak, Kak JOJKHO, BbI3bIBAsi HAKOIIJICHHE
TOMOLIMUCTEHA B OpraHu3Me.

Kak ycTaHaB/JIMBaKOT AMAarHO3 rOMOLMCTUHYPUM CBsA3aHHOM ¢ qepuuurom MTHFR?

Ha ocHOBaHMM KJIIMHUYECKUX CUMIITOMOB Bpad MOXET 3al10J03pUTh 3a00JI€EBaHUE U AAJIE€ OTIPABUTh NAIIUEH-
Ta Ha CHEeNUAIN3UPOBaHHOE JJaboparopHoe uccnenoBanue. [Ipu 3Toil (hopMe roMOIMCTHHYPHUN TOBBIIIAETCS
B KPOBH YPOBEHBb CBOOOIHOTO M OOIIEro TOMOIIMCTENHA, U CHI)KAETCSl YPOBEHb aMUHOKHCIIOTH METHOHHHA.
WHorna KoHIEHTpanys METHOHUHA MOJKET ObITh M B HOpMe. MccnenoBanne Mour Ha OpraHMYEeCKU KHUCIOTHI
MO3BOJISIET UCKITIOYUTH (POPMBI TOMOLIMCTHHYPUH C METHIMAJIOHOBOH aruaypueid. Jlanee myTemM MoseKyJsip-
HO-T€HETUYECKOro aHainu3a BbIABIAOT MyTanuu B reHe MTHFR. Ouenp BaXHO NMPOBECTH 3TOTO aHAJIM3,
MIOCKOJIBKY YK€ 10 T€HOTHUITY B HEKOTOPBIX CIy4asiX BO3MOXKHO OINPEENIUTh OyJeT I UyBCTBHUTEIBHOCThH K
Tepanuyu BUTaMuHOM B6 munu Het.

Kak seuar romouucTunypuio csizanuyio ¢ gepuuurom MTHFR?

[Ipu 3T0# hopMe TOMOIMCTUHYPHUH TTAIIMEHTHI HE HYXAAI0TCs B quetorepanuu. Jledenne nedurmra MTHFR
BKJTFOYAET IPHEeM OMOJIOTHYECKH aKTUBHOM JTOOABKHM -OeTarHa, a Takke (DOIMEeBOM KHCIOTHI, BUTAMUHOB B6 1
B12, metnonnna. Ecim quarHo3 yCTaHOBIIGH HAa paHHEH CTAaUM U Cpa3y k€ HAYMHACTCS JIeUeHHE OeTanHOM,
3¢ (EeKTUBHOCTH TEpAIK OYCHb BhICOKasl. JIeueHne, HauaTroe Mmo3xe, He YCTPAHIeT CHMIITOMOB, HO MOJKET BbI-
3BaTh YIyYIIEHUE COCTOSTHHS. JIeUeHHE B Ka)KIOM KOHKPETHOM CITy4ae Ha3HadaeT Bpad. TOUHOE BHITIOJTHCHHE
HA3HAYCHUU Bpaya MO3BOJISIET JOOUTHCS MAaKCUMAIBHOTO d(h(eKTa oT JieueHusl.

HpI/I HCO6XO,[[I/IMOCTI/I MMPOBCACHUA XHUPYPIrUICCKOr0 BMCIIATCIILCTBA 00s13aTeILHO IMPOKOHCYJIBTUPOBATLCA
C JicHaluM BpadoM, IMPOBCCTHU HUCCICAOBAHUC HA TOMOLUCTCHUH KPOBHU, NPCAIIPUHATE MCPbI HpOCpI/IJ'IaKTI/IKI/I
TpOM603OB, YKa3aHHbIC B JaHHBIX PEKOMEHAAINAX.

[Tpu romonmcTuHYpuH, 00yciaoBieHHON TsokenbIM neduiintoM MTHFR, BeIsSBIISIeTCST BRICOKHIA PUCK Pa3BU-
TUSL TPOMOO30B U TPOMOOIMOOIMUECKUX HAPYIICHHUH Y JKEHIINH, KaK Ha MPOTSHKEHUHN BCeH OEpEMEHHOCTH,
TaK W B MOCJIEpOAOBOH mepuon. K HUM OoTHOCATCS MHOKECTBEHHBIE apTepHalibHbIe TPOMOO3bI, HieodheMo-
panbHBIN TPOMOO(DIEOUT, TPOMOO3BI BEPXHETO CAaTUTTAIHLHOTO CHHYCA H KOPTUKAIBHBIX BEH. ECTh TaHHBIC O
Pa3BUTHH MPEIKIAMIICHH Y MaTepei, ¢ roMouucTuHypueil. OnHako 00JIBIIMHCTBO OEPEMEHHOCTEH Y MaTepeit
C KJIACCHUECKOW TOMOLIMCTHHYPUEH MPOTEKaNIn 06€3 aKyIIepCKUX OCI0KHEHHH.

[Tpu nedunmre MTHFR y marepn BO3MOXKHBI MOpa>keHUsI HEPBHOI cucTeMbl y pebenka. [loatomy manueHt-
kaMm ¢ aedpunurom MTHFR nonyuatonum Getant (OMOIOrHuecKy akTUBHAsA J00aBKa) HEOOXOIUMO MPOJIOI-
KUTh JAHHYIO TEPAIUIoO BO BpeMsl OEPEMEHHOCTH C IIENIbI0 MOIEP KaHMs 11EJIEBOTO YPOBHS TOMOIIMCTEUHA B
KPOBHU U, COOTBETCTBEHHO, NMPEAYIIPEKACHUSI OCIOKHCHHH.
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R cepocogep>xXawmux aMMHOKUCIOT

Kakoii HykHO NPOBOAUTH MOHUTOPHHT JIJIsl MAIEHTOB?

Heo6xonum MyabTUAMCUMIUIMHAPHBIA TOAXOA K HAONIOAEHUIO U JICYCHUIO MAIlMEHTOB ¢ TOMOLUCTHHYpUEH
CIEeLMATNCTaMH pa3HbIX NpoduiIei ¢ 1eablo 00eceyeHnsl KOMIIEKCHOM Tepanuu 1 CBOEBPEMEHHOM e€ Kop-
PEKIMH IIpU He0OXOAUMOCTH. /171 MallneHTOB ¢ TOMOLIUCTHHYPUEH He0OX0AUMBI peryisipHble 00C/Ie0BaHUs,
KOTOpBbI€ Ha3Ha4yaeT Bpau.

Kak nanuentsl nosy4arr jedenue B Poccuiickoit @enepauun?

T'omMoICTUHYPHUST OTHOCHUTCS K YHCITY PEAKHX HACIIEICTBEHHBIX OOJNe3HEel 0OMEHa BEUIECTB U BXOIUT B Ie-
peyeHb peakux (opdaHHBIX) 3a00J€BaHUH, JEYCHHE KOTOPBIX MPOBOAUTCS 32 CUET CPEACTB PErHOHAIBLHOTO
oromxera. [locne ycraHOBIEeHHE JUarHO3a HEOOXOIUMO BKJIIOUEHHE MAllUEHTa B PErHOHAIBHBIN CETMEHT pe-
THCTpA IO JKU3HEYTPOXKAIOIUM peAKHM (opdaHHBIM) 3a00J€BaHUAM, C LENbIO JaNbHEHIIEro obecrnedeHus
HEOOXOIMMBIM JIedeOHBIM MTUTAHUEM U JIEKAPCTBEHHBIMU IpenapaTamMy. B pa3HbIX pernoHax 3a BeJCHUE pe-
THCTpa OTBEYAIOT Pa3HbIe CHEIMAIMCThI, HO Yallle BCEro 3TO Bpauu-T€HETHKH, TO3TOMY MOCIIE YCTAHOBJIECHUS
JMarHo3a o0s3aTeIbHO HYKHO OOpaTUThCS K pErMOHAIbHOMY Bpady I€HETHKY.

Kak moryr momorarb poaHbie u

onmu3kme?

He 3a0nIBaiiTe — OT cEMBU TAKKE 3aBU-
cUT ycmnex jedeHus. HyxHo coOmronarsb
PEKOMEH/IALNK, HUA MPU KAKUX YCIOBHSIX
HE JIONyCKaTh «CPBIBOB» B JIHETOTEpa-
MUY, CIeAyeT YAeNsITh BHUMaHue peadu-
JIMTAllUM Y IUIAHOBBIM OOCIIENOBAHUSIM.
Bce uneHsl ceMbU JOJDKHBI 3HATh, YTO
pebeHOK HyXaaeTcs B 0COOOM MUTAaHUU
1 ONU3KHUE POICTBEHHUKH JIOJKHBI OCBO-
UTh HaBBIKH pacueTa JAUETHI.

Hcrounuk:
POI[I/ITCJ'II/I nmanucHTa Kmunndeckne pexomenpanum «HapyieHne oOMeHa cepocomepKanmx
CFOMOHHCTHHypHeﬁ, a aMHUHOKHCIIOT (ToMormcTHHypus)». KomupoBanme mo MexyHapomHOH
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