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( : MONEKYNAPHOW AHANU3bI
ANATHOCTUKMU 3KCMEPTHOIO YPOBHSA

180016 «MccnepgoBaHme NoNMMOPEPN3IMOB B reHax, CBA3aHHbIX C PONaTHbIM LUKIOM
MTHFR (A222V, C>T), MTHFR (E429A, A>C), MTR (D919G, A>G), MTRR (122M, A>G),
SLC19A1 (H27R, A>Q).

O6uMe NOHATUA reHeTUKN
EHK = NONMMepPHad MOJieKyJa, COCTOALLaA 13 NOCed0BaTe/IbHOCTN HYKNeOoTnAOB, O6€Cﬂe‘-ll/lBafOLLl,aﬂ XpaHeHne 1 nepe-
Hayy 13 NMOKOJIEHNA B MOKOoNieHne reHeTnYeCcKom I/IHC|)OpMaLI,I/II/I.

HYKJIEOTUL — CTpyKTYpHas eanHULa HyKNenHOBbIX KNCAOT. B cocTas [JHK BXOAAT 4 HyKNeoTaa: aieHuH — A, TUMUH — T,
ryaHuH — G, umtosmnH - C.

['EH — yuacTok monekysbl [IHK, HecyLmin uenocTHyo MHGOpMaLIMIO O CYHTE3e ONPeaeneHHOro NPOAyKTa (JYalle Bcero - benka).

FEHETUYECKINI KO — CBOMCTBEHHbIV BCEM XKMBbIM OPraH13MamM Crocob KOAMPOBAHUA aMUHOKMUCIIOTHOM NOCieo-
BaTeNbHOCTW HENKOB NPY MOMOLLM NOCNEe[OBATENBHOCTU HYKNEOTUAOB; KO, CBA3bIBAIOLWMIA KOMOWHALIMIO 13 TPEX, pac-
NMONIOXKEHHbBIX MOAPAL HYKNEOTUAOB C OrNpefeneHHON aMUHOKNCIIOTON.

MHbopmaLma o nopsaake aMMHOKUCNOT B Oefke 3aKOAMPOBaHa NOCe0BaATENbHOCTLIO HYKIEOTUAOB B reHe. Kaxaomy
N3 BO3MOMHbIX COYETAHNIN TPEX CMEXHbIX HYKNEOTUAOB (TPMMNETOB) COOTBETCTBYET OfHa M3 aMMHOKWUCIOT UM CUTHan
OCTaHOBKM C1HTe3a besKa.

GCA AGA GAT AAT TGT ...
1 2 3 4 5

Nonumopdursmbl — BapunaHTbl nocneaoBatenbHocTer AHK (oTnnuatowmeca apyr oT Apyra 3aMeHor OHOrO HyKNeoTu-
[1a Ha ApYron, U3MeHeHVeM nopAaaKka HyKNeoTUAOB, BCTAaBKOW 1AM BbiNAAEHUEM OAHOMO UM HECKONBKUX HYKNeoT1aO0B),
BCTpeYatoLmeca ¢ 4acTtoTom He MeHee 1% B nonynAaymn.

OnHoHykneoTuaHbiv nonumopdusm (SNP) — nonumopdrsm, Npm KOTOPOM BapmaHTbl nocnefoBaTtenibHocTel [1HK oT1-
NINYAIOTCA B KOHKPETHOM MeCTe NOCNeA0BATENBHOCTM MO OJHOMY HYK1eoTuaY.

Monnmopodursm B yuyactke monekynbl IHK, Hecywem reHeTuyecKyto nHpopMaLuio (reHe), MoXKeT U3MeHUTb
nocnefoBaTe/ibHOCTb aMUHOKNCIOT 6eika, N3MEHMB NPV STOM CBONCTBA 6e/1Ka, YTO MOXKET OTPa3nTbCA Ha
ero pyHKuMN.



Monvmop®dram B yuacTkax Monekynbl [JHK, perynvpyouyx akTuBHOCTb reHOB, MOXKET, He MeHAS CBOMCTB Oenka, U3MEeHUTb
€ro KONMUYEeCTBO, YTO MOXKET OTPA3UTLCA Ha ero GYHKLMN.

NonumopdHble reHbl — reHbl, NpeAcTaBaeHHbIe B NOMNyAALUNN HECKOJTIbKVMK BaPWaHTaMK (annenamn).

Annenu — paznuyHble GOPMbl OIHOTO U TOTO XKe reHa, PacroNOXeHHbIe B OIVHAKOBBIX YUYaCTKaxX OfIHOM Mapbl XPOMOCOM,
KOTOPbIE PAa3NMYAIOTCA MO HYKNEOTUAHOW NOCNe0BaTENbHOCTY.

B 3aBMCMMOCTI OT yHac/ieqoBaHHbIX ajsiefiell BO3MOXHO roMo3UroTHoe (oT o6oux poautenen yHacneno-
BaHbl OAVIHAaKOBbIE ajuienn) WInN reTepos3uroTHoe (oT oTua U MaTepu yHacnefoBaHbl pa3Hble annenu) co-
CTOAHME OpraHu3ma.

loMo31roTHoe cocTosiHME — Hanuue ABYX OVIHAKOBbIX annenen (BapuaHTOB) OJHOIO 1 TOrO e NonMmopdrsma.

[eTepo3uroTHoe cocToaHme — HanMyve Pa3Hbix annener (BapuaHToB) OAHOMO M TOTO e NONMMopPdU3Ma.

BHUmaHue!

MynbrudakTopHble 3a6oneBaHna - 3a00NeBaHNA, PA3BMBAIOWMECA NPU HANMUUMK FTeHETUYECKOW NPeapacnonoXeH-
HOCTW 1 AencTBUM GaKTOPOB BHELLIHEW cpefbl.

O6Hapy»KeHre  reHeTu4Yecknx ocobeHHOCTell opraHW3ma B BUJE BbIABJIEHHbIX annenem pucka
He O3HayvaeT Hannuusa 3aboneBaHUA Ux ero 06sa3aTeNbHOro BO3HUKHOBEHUA.

Pe3yﬂbTaT reHeTn4yeCcKoro nccneoBaHnA Tpe6yeT KOHCYNbTaUMK Bpada-reHeTrKa nin Bawero Niedallero Bpada ana pe-
LeHrA BOMpocCa O BO3MOXHOM AOMONTHNTENTbHOM O6CﬂeﬂOBaHl/ll/l, Ha3Ha4yeHWn Tepanvn nnn I'IpOd)I/IJ'IaKTI/IL—IeCKI/IX Mepo-
MPUATUAX.

Kak «yntaTtb» pe3ynbTaT reHeTu4ecKkoro mccnep,OBava?

B nesom CTOJ'I6LI,€ B rpad)e «MapamMeTP» yKasaH aHanm3|/|pyeMb||7| I'IOJ'II/IMOpd)I/BM, Ha3BaHME reHa, y4aCToK 3aMeHbl.

B cpeaHem cTonbue B rpade «pe3ynbraT» yKaszaH reHoTUN nauneHTa.

Mapametp Pesynbrat PedepeHcHble 3HaueHuA

Ha3BaHwue nccnegoBaHs [oTOB

HazBaHue reHa, yu4acToK 3aMeHbl HyKNeoTuaa, 0bo3HavueHne no

GA YacTbin reHoTin B nonynAaumm - GG
pedepeHCHOMY CUKBEHCY YernoBeka (rs)

KommeHTapuii nabopatopum
[nAa vHTepnpeTaLmm pe3ynbTaToB UCCNeoBaHNA HEOBXOAMMA KOHCYNBTaLMS Bpada CreLmanigra.

Kak noHMmaTb pesynbTaTt uccnefoBaHus:
[eHOTMN O6CNeayemoro

N
G/G ( G/A ) A/A

Be3 ocobeHHoCcTen. Annenu pucka He | Annenb pUcKa NPUCYTCTBYET B reTepo- | Annesnb pycka NpUCYTCTBYET B FOMO3UIOTHOM
BbIABMEHDI. 3UFOTHOM COCTOAHMMN. COCTOAHUM.




MHTEpﬂpETaLI,I/IFI NoJIy4YeHHbIX pe3yJibTaTOB reHeTN4eCKoro ncaienoBaHuA
B 3aBUCNMOCTU OT reHOoTuMNa naymneHTa

180016 «UccnegoBaHme NnoNMMOpPPN3IMOB B reHaX, CBA3aHHbIX € GONIaTHbIM LIMKIOM
MTHFR (A222V, C>T), MTHFR (E429A, A>C), MTR (D919G, A>G), MTRR (122M, A>G),

SLC19A1 (H27R, A>G).

Korga pekomeHAOBaHO nccnegoBaHue:

1. HazHaueHume nevallero Bpaya.

. MnaHunpoBaHme 6epemMeHHOCTH.

. MpuBbIYHOE HEBBIHALIMBaHWE OEpEeMEHHOCTH.

. Poxperwe peberka c fledekTamm HepBHOWM TPYOKM 1 APYrMM NOPOKaMIN Pa3BUTHA.

. CemenHas npenpacnofioKEHHOCTb K 3/10Ka4eCTBEHHbIM OMYXOJIAM Pa3/INYHbIX NOKan13aumm.

. Mepen HazHaYeHneM X1MMMOTEPANUN NPW OHKOMOMMUYECKIX 3ab0NeBaHNAX.

2
3
4
5. I'0BbIWEHHbIV YPOBEHD TOMOLIMCTENHA B KPOBMU.
6
7
8

. CemelHas NpeapacnoNoXEHHOCTb K paHHEMY MPOABAEHNIO CEPAEYHO - COCYONCTbIX 3aboneBaHuit.

MTHFR - reH meTuneHtetparngpodonarpeayKkrasbl (A222V C>T, E429A A>C)
MeTtvneHTeTparnapodonarpenykrasa - KoueBon GepmeHT GonaTHOro LyKna.

Hannune annenen PUCKa NpnBOANT K CH/XKEHWIO aKTUBHOCTU d)epMeHTa, HEeCnocobHOCTN pereHepnpoBaTb METUOHKH, YUTO NCTOLLAET
3aMacbl 3TON HE3aMEHUMOW aMUHOKNCIIOTbI B OpraHn3me 1 NpmBoanT K NOCTYMNEHNIO B KPOBb 130bITKa romoyncrenHa.

BbisiBNeHHbI reHOTUN 06CNiedyemMoro ykasaH B rpade «pesynbtaT» B 6naHKe nabopatopum
Hanuuve annenei pucka TpebyeT KOHCYNbTaLMy fleyallero Bpaya uav Bpaya- reHeTumKa!

ana nonumopdusma A222V
c/C

ana nonumopdusma A222V
/T

ana nonumopdusma A222V
T/T

be3 0cobeHHOCTEN. Annenn pucka He
BbISIBNEHbI.

Annenb pucka MNpUCYTCTBYeT B reTepo-
3UrOTHOM  COCTOAHMW. TOBbILEHHAA MO-
TpebHOCTb B dponaTax. MoBbILLEHHbIN PUCK
Pa3BUTUA SHAOTENMANBHOW  AUCHYHKLMN.
BO3MOXKHO MOBbILLEHNE KOHLEHTPaLWK ro-
MOUMCTEMHA.

Annenb pwcka MPUCYTCTBYET B TOMO3M-
FOTHOM COCTOAHMM. [1OBbILLIEHHAs MOTPEO-
HOCTb B ¢onatax (OTMEYaeTCa CHUXKEH-
Has KoHLeHTpauus GonMeBon KUCIOTHI
B KPOBM). NOBbBILIEHHbI PUCK Pa3BUTYS
SHAOTENMANBHOW AMCOYHKUMM. YacTo Ha-
6MoaaeTca  MoBbILEHVE  KOHLEHTPALMK
rOMOLMCTEMHa.

ana nonumopdusma E429A
A/A

ana nonumopdusma E429A
A/C

ana nonumopdusma E429A
c/C

be3 ocobeHHOCTEN. Annenn pucka He
BbIAB/EHbI.

Annenb pucka NPUCYTCTBYET B reTepo3u-
FOTHOM COCTOSHUM. HebomblLIOe CHMKEeHWe
AKTVBHOCTN depMeHTa. [NoBbllieHHas no-
TpebHOCTb B dponatax. [oBbILLEHHbIN PUCK
pa3BuTWA, HedponaTn GepemenHbIX. Mpu
HW3KOM MOCTYMEHWUN HONaTOB MOBbILIEH
pYCK AedeKToB HePBHOWM TPYOKM Y niofa.
MakTopamu, AOMONHUTENBHO YBENNUMBALO-
WMMM PUCK SBASIOTCA KypeHve 1 ynotpe-
GneHre 6oMbLLIOIO KonnuyecTsa Kode.

Annenb pvcka NpPUCYTCTBYET B TOMO3W-
FOTHOM COCTOAHUK. CHUXEHME aKTWUBHO-
cTn depmeHTa Ha 30-40%. oBbileHHas
NoTpebHOCTb B donaTtax. BblCokmin puck
pa3BUTUA HedponaTm bepemeHHbIX. [Mpu
HM3KOM MOCTYMNEHUM HONaToB MOBbILIEH
pUCK AedeKTOB HepBHOW TPYOKM Y nnofa.
MakTopamn, AOMONHUTENBHO YBENNUMBAIO-
WUMM PUCK ABASIOTCA KypeHue 1 ynotpe-
6neHvie 6oNbLLIOTO KoMMyecTsa Kode.




METNOHWNH.

MTR - reH meTnoHnHcnHTa3bl D919G, A>G
MeTVOHMHCMHTa3a — BUTaMKH B12 3aBUCKMbIN GEPMEHT, OCYLLIECTBAAOLLIMIA METUIMPOBAHNE FOMOLMCTEMHA MPU NPEBPaLLEHNM ero B

Hanvuve annena PrcCKa NpnBoagnT K MOBbILLEHHOMY COAEPKaHMIO TOMOUMCTENHA B KPOBW. [OMOLMCTENH ABNAETCA HE3aBUCKMbIM (baK-
TOPOM PUCKa Pa3BUTKA aTEPOCKIEPO3a, akTBaL d)aKTOpOB CNCTEMbI CBEPTbIBAHKA, OKa3bIBa€T TOKCMYECKOE JEeNCTBME Ha Nnog,.

BbIAABNIEHHbIN reHoTUN 06CNeayemMoro yKkasaH B rpade «pesynbraT» B 61aHKe nabopaTtopun
Hanuuue annenen pucka Tpe6yeT KOHCY/bTaLMM Jieyallero Bpaya uin Bpaya- reHeTmKa!

A/A

A/G

G/G

be3 ocobeHHOCTEN. Annenn pucka He
BblABMEHDI.

Annenb pucka NPUCYTCTBYET B reTeposu-
FOTHOM COCTOAIHMMW. [1OBbIWEHHbIN YPO-
BEHb TOMOLMCTEMHA MOMET MPUBOAUTD
K paccTponcTBam deTo-mnaLeHTapHOro
KPOBOOPALLEHWA, XPOHUUYECKON  FMMOK-
CVvM NNOAa, 3aAepPXKKe BHYTPUYTPOOHOTO
pasBUTUS.

Annenb pycka MPUCYTCTBYET B FOMO3MIOT-
HOM COCTOAHMW. [lOBbILEHHDBI YPOBEHD
FOMOLMCTEMHA MOXeT MPUBOAWUTL K pac-
CTPOMCTBaM QeTO-MNALEHTAPHOIO KpOBO-
BpaLLeHs, XPOHUYECKOW MMNOKCUM Mofa,
3a0epKke  BHYTPUYTPOOHOIO  pasBUTUA.
BosmoxHo passuTve pedekTa HepBHOM
TPYOKM Y Mofa 1 PaclienuHbl ryobl v/mnm
Heba y nnoaa Npvi HU3KOM MOCTYMAeHUN
donatos.

B KPOBMW.

MTRR - reH MeTMOHUHCMHTa3peayKTasbl 122M, A>G
MeTVOHVHCMHTa3apeayKTa3a — GePMEHT, BOCCTaHABMMBAIOLMIA QYHKLIM METUOHUHCWHTa3b! (MTR).
Hannuvie annens prcka CHKaeT GyHKLIVIOHAbHYIO aKTUBHOCTb GepMEHTa 1 MPYBOAWT K MOBbILEHHOMY COAEPKAHMIO TOMOLICTENHA

BbisiBNeHHbI reHOTUN 06C1elyemMoro yKasaH B rpade «pesynbtaT» B 6naHke naboparopumn
Hanuuue annenein pucka TpeGyeT KOHCY/bTaLMM Jieyallero Bpaya uim Bpaya- reHeTumKa!

A/A

A/G

G/G

be3 ocobeHHOCTEN. Annenn pucka He
BbIAIBNEHbI.

Annenb pycka NPUCYTCTBYET B reTepo3u-
FOTHOM COCTOSAHMW. MOBbILEHHAsA NOTPEO-
HOCTb B ponaTax. MoBbilEHHbIR YPOBEHb
FOMOLIMCTENHA, ABASIOWErocsa GakTopoMm
PYICKa Pa3BUTMA aTepPOCKNepO3a W TPOM-
603MOONNYECKIX OCTTOKHEHWUI.

Annenb pucka MPUCYTCTBYET B TOMO3M-
FOTHOM COCTOSIHMN. [ToBbILLEHHas NOTPed-
HOCTb B (onatax. MOBbILIEHHbIN YPOBEHb
FOMOLMCTENHA, ABASAIOWErocs $akToOpOM
PUCKA PasBUTUA aTepOCKepo3a 1 TPOM-
603MOOINUECKINX OCTTOKHEHNI.

leH SLC19A1 TpaHcnopTep ¢onatoB (H27R, A>G)
TpaHcnopTtep $onaToB NoaAepPKUBAET BHYTPUKIETOUHYO KOHLIEHTPALMIO GOMaTOoB.
Hannyve annens prcka cHkaeT GYHKLVOHANbHYO aKTUBHOCTb GepMeHTa.

BbissBNeHHbI reHOTUN 06C/IelyeMoro yKka3saH B rpade «pesynbtaTt» B 6/1aHKe nabopatopun
Hanuuwne anneneii prcka TpebyeT KOHCYNbTaLUM ieyallero Bpaya Win Bpaya - reHeTuka!

A/A

A/G

G/G

be3 ocobeHHOCTeN. Annenu pucka He
BbIABMEHDI.

Annenb pycka NPUCYTCTBYET B reTepo3u-
FOTHOM COCTOSHMW. BO3MOXHO pa3BuTue
nedeKTa HepBHOM TPYOKM y Nnofa v pac-
WENVIHbI TYObI.

Annenb pucka MNPUCYTCTBYET B TOMO3W-
FOTHOM COCTOSHWW. BO3MOXHO pa3BuThe
nedeKTa HepBHOWM TPYOKM Yy Mnofda v pac-
LEenHbI ryobi.

BHUMAHMUE: 6oratas ¢onatamu gueTa , LOMNONHUTENbHbIN NPUEM GONNEBON KUCIOTbl B COYETAaHUM C BUTA-
MUHamun B6 n B12 cHuXKaloT oTpuruaTenbHbiin 3P PeKT BbiABIEHHbIX He61aronpuATHbIX NOANMOP$U3IMOB B
reHax, CBA3aHHbIX ¢ GONATHbIM LNK/IOM.

BHumaHue: gna nonydeHuns 6onee noapodbHoM MHGOPMALML 1 MHAUBMAYANBbHBIX PEKOMEHAALIMA HEOOXOAMMO 3aKa3aTb
AOMOHNTENBHO YCNYTy «3aKoyeHne Bpada-reHeTrKa K yciyre «BbliasneHne nonMmopdrn3Mos B reHax, CBA3aHHbIX ¢ $po-
NaTHbIM LMKNOMy (Koa ycnyru 181016). www.cmd-online.ru



