4 IOHNAAD

000 «HOHHUJIAB-BJIA JUBOCTOK»

690105 r. BnaansocTok, ya. bopoauuckas 46/50
Eaunasn cnpasounas cyx6a 8-800-555-55-69
(3BoHOK NMo PoccHn GecnnaTHelit)

HHH\KIIIT 2536130291/253601001

Ha ocHoBanuu Jlorosopa ot 27.05.2022 r., no 3asexke OO0 «OHHJIAB-BJAAUBOCTOK», cneuma.aucramu 000

«Hapauenbc», OKa3aHbl MEAHUHMHCKHE YCTYIH.

4330 «McenenoBaHHe KAPHOTHNA (KOJIMYeCTBEHHbIE H CTPYKTYPHbIe aHOMAJIHH
XpoMocoM) B fiepugepHyecKoil KpoBU»

DOUO kiaunenra:

Ne Bianka 3akasza:

/JAnarHo3 HanpaBUBLIEro Bpayva: o0cie10BaHue

Uccaeayemslii MaTepua: nepudeprdeckas KpoBb

MeTtoa okpamusanusa: GTG

Kapuorun: 46, XX

3AKTIOYEHUE: HopMmanbHbIH )X€HCKUI KADHOTHIIL.

P®HO Bpauya - reneTura: TropuHa

3aBenyrouas nabopatopuei:

O.B.

Hdara poxaenus:

Hara B3gTus 6momartepnadia: 27.05.2024 r.

21

22

[Tyrauesa H.M.



000 «HOHHUJIAB-BJTAITUBOCTOK»

m IOHMAAB 690105 r. Baaausoctok, yn. bopoannckas 46/50
Eauxan cnpasoynas cayx0a 8-800-555-55-69

(380HOK no Poccud Gecnaathibii)

WHH\KTIIT 2536130291/253601001

Ha ocHoBanuu Jforosopa ot 27.05.2022 r., no 3aserke OO0 «KOHUJIAB-BJIAJUBOCTOK», cneunaaucramun 000
«[lapaue;be», 0Ka3aHbl MeIHHHHCKHE YCIVIH.

4330 «McesienoBaHue KapHOTHIIA (KOJIHYECTBEHHbIC H CTPYKTYpPHbIe aHOMAJIHH
XpoMocoM) B liepugepHYecKOi KPOBU»

OHUO kauenTa: . JaTta poxaeHusn:

Ne boianka zakaza: Jata B3arus ouomartepuaia: 27.05.2024 r.
JHardHo3 HanpaBHUBINEr 0 Bpa4a: 00c/ie10BaHKHE

Hccaeayembliit maTtepuas: nepudepryeckas KpoBb

Metoa okpammuBanus: GTG
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Kapunorun: 46, XY

3AKIIOUEHHUE: HopManbHblil My»XCKOH KapHOTH L

®PHO Bpaua - rereruka: Tropuxa O.B.

3apenytowas 1abopatopueii: ./9" Ll ATU— [lyrauesa H.M.



Ha ocHosanuu Jorosopa ot 27.05.2022 r., no 3agrxe OO0 «IOHUJTAB-BJIAJIUBOCTOK», cneunaauncramu OO0
«Ilapauenbey, okasaHbl MeAMLUHHCKHE YCAYTH.

234151 xouy pebenka» midi: Hec1eJ0BaHHe XPOMOCOMHOr0 Habopa (KapHOTHIIHPOBAHHE)
000MX CYIPYroB, Y sKeHIIHHbBI — OCHOBHBIX I'€HOB, MPeApacnoNarauinx K HeBbiHALIHBAHHIO H
NOpoKaM pa3BHTHSA LIeHTPAJIbHOH HepBHOH cucTtembl nuoaa (F2, S, F7, F13A, FGB, ITGA2,
ITGB3, SERPINE1(PAI 1), MTHFR, MTRR, MTR). UccaenoBanne reHoB ¢01aTHOro LHHK/IA Y

myxuuHbl (MTHFR; MTRR, MTR). 3ak;1i04eHHne Bpaua-reHeTHKa.

DPUO kaueHTAa:

Ne B.o1anka 3akasa:

MaTta poxaenusn:

[ara B3aTus 6uomartepuaaa: 27.05.2024 r.

PesyapTar JHK-ananusa

["en Nonumopdusm | ['eHoTHun Dboexr BeposTHOCTb 3KCnIpeccuu Puck
reHa
[11a3MeHHOe 3BeHO reMOCTa3a
CeeprhiBatoiilas cHCTeMAa KPOBH
npoTpomouH (F 2) G20210A G/G Hopma
V  dakrtop (daxTop Gl691A G/G Hopma
JleiineHa)
KoaryasunonHbiit G163T G/G Hopma
dakTop XIII (F13)
Koaryasunonusbiii G10976A G/G Hopma
daxTop VII (E7)
oeta dudpunored (FGB) G-455A G/G HopMma
Cuctema pudprHoaH3A
Huruburop akrtuBaTtopa | - 4G(-675)5G 1G/4G CHWXXEHHBIH | BbICOKas B YCJOBHAX Pa3BUTHE PAHHUX W MO3AHUX

naasmudorena (PAIL 1)

¢$hubpuHONH3

TOPMOHAJIbHbBIX
HapyLLEHWH U
M30bITOUHOTO BECA
Hanuyue
JONOJHUTENbHbIX
(akTOpOB PHCKa (Apyrux
reHeTHHeCKUX aedexTos,
LUMPKYJIHPYIOLIHX
aHTUhocHOoNUNUAHBIX
aHTHTEN, CaxapHOro
anabera, OKUPEHUs 1
T.1.) YBETHYUBAET PHUCK
BEHO3HbLIX U
apTepralbHbIX
Tpom6030B.

recTo30B, NPEeX1eBPEMEHHAsA
OTC/IOHKA HOpMaJIbHO
pPachoNOXEHHOH MALEHTSI,
¢eTo-nnaleHTapHas
HENOCTaTOYHOCTb,
TpoMb0oIMbONTHUECKUE
OCJIOXKHEHHUS, apTePHATIbHbIE
1 BEHO3Hble TPOMOO3bI,
MHGAPKT MHOKapia,
MHCYJIbT, YBENHYEHHUE
PE3HCTEHTHOCTU MAaTOYHO-
M1aLEeHTApHOrO KPOBOTOKA K
JIEKapCTBEHHBIM Mpenaparam

3asenytolas nabopaTopHeii:

Flyrauesa H.M.







DOUO kaueHTa:

Ne Baanka 3akaza:

Jarta poxienuns:

Jara B3sTus 6momarepunasa: 27.05.2024 r.

Pesyanrar IHK-ananusza

['en Honumop¢usm | I'eHotun S pexr BeposTHocTs 3kcripeccun Puck
reHa
MeTadoaH3M roMouHcTeHHA
Metnnenterparuapogo C677T Cc/C Hopwma npu
JaTpeayKTa3a OTCYTCTBHM
(MTHFR) Glud29Ala Glu/Ala noJIMMopdu3Ma
C677T

MeTHOHHH-CHHTA3bl A66G A/G HapyuweHnue OO6wenonyia LHOHHBI I aTepocKiepos, BEeHHbIE
peayktaza (MTRR) BOCCTAHOBHUTENb- | PHCK TPomBO3bi

HOro

METHUIUPOBAHUS,

CHKEHHE

aKTHBALIUK

METHOHHH

CHHTA3bI
MeTHOHHHCHHTA33 Asp919Gly Asp/Asp Hopwma
(MTR)

3aBenytoLuas nabopaTtopueii: Vi 701’/

[lyrauesa H.M.







Ilpn MoJIeKy.1APHO-TEHETHYECKOM TECTUPOBAHUH BBISIBJIEHB! MOIMMOPOHbIC
BapUaHTbl F€HOB, aCCOLIMUPOBAHHbIE C MATOJIOrHUECKUMHU Y PeKTaMu:
1. TreTepo3UroTHOE HOCUTEILCTBO aleis uHTerpuH aibda-2 (GP la)
2. rOMO3MIOTHOE HOCHTEIBCTBO AJLIET HHTUOUTOPA aKTHBATOPA MJla3MUHOTEHa | THna
(PAIL-1 -4G(-675)5G)
3. roMo3UrOTHOE HOCHTEIBLCTBO ajliesis TpoMbounTapHoro rena pudpunorena (GPIIla Leu33Pro)
Metab60.113M romouncTenHa
4. rOMO3UIOTHBIN HOCUTEIBCTBO A/UIEIs METUOHUH-CHHTa3bl peaykTassl (MTRR A66G)

NHuTepnperauus

1. I'nukonpoteun GP la spnsetcs cyObeanHuuel TpoMOOLIMTAPHOTO PELIENTOPA K KOJIIareHy, GakTopy
Buanebpanaa, pubpoHexkTHHY M naMuHHHY. B3auMoaelicTBie pelleNnTOpoB TPOMOOLMTA ¢ HUMH IIPUBOIMT K
NPUKPEMICHUIO TPOMOOLMTOB K CTEHKE MOBPEKICHHOrO COCyla W WX aKTHBAauUMM. Takum obpazom,
IJIMKONPOTEUH la urpaeT BaXHYIO pojib B IEPBUMYHOM M BTOPUYHOM reMocTase. 3aMeHa UUTO3MHA HAa TUMHUH B
807 nojoxeHUH NPUBOAUT K MNOBBILIEHHIO ero (YHKIHMOHAIBHOH akTHBHOCTH. [IpOMCXOIUT yBEIHUEHHE
CKOpOCTH aare3uu TpoMOOLMTOB K KoJislareHy 1 tuna. Pe3ynbTar- nopbllleHUe pHcka Tpombo3a, HHCYIIbTA,
uHdapkTa MHOKapaa.

2. Uurubutop akrtuBatopa niazmuHoreHa l (PAI-1) aBasercs oaHHM H3 OCHOBHBIX' KOMIIOHEHTOB
aHTHCBepThIBatolled cucTeMbl KpoBU. OcHoBHasd (yHKUHS HWHrUOMTOpa aKTHBATOpa ILIa3MHUHOreHa | —
OTPaHUYUTh (GUOPHHONUTHYCCKYIO aKTHBHOCTb MECTOM pAacrojiokeHUs reMOCTaTH4ecKOH mpoOKH 3a cuer
MHrUOMPOBAHMS TKAHEBOIO aKTUBATOpa MJIa3MWHOTEHa. JTO BBIIOJHAETCS 3a CUET OOJIBLIETO COAECPXKaHHS
€r0 B COCYJMCTOH CTEHKE 110 CPaBHEHHIO C TKAHEBbIM aKTHBATOPOM Ij1a3MHHoreHa. Takum obpa3oM, Ha
MECTe MOBPEXACHUS aKTHBHPOBAaHHBIE TPOMOOLIMTHI BBIAENAOT H3OBITOYHOE KOJIMYECTBO. MHIHOUTOpA
aKTUBAaTOpa NJIa3MHHOIEHa |, npenoTBpalias npexaeBpeMeHHbli 1u3uc GHOpHHa.

Konuentpauus PAI-1 3aBUCHUT Kak OT BHEUIHMX (ypOBEHb TPUIJIMLIEPHAOB, [JIHOKO3bl B KPOBH,
KYpEHME); TaKk ¥ BHYTPEHHHX (reHeTHueckux) axTtopoB. PAl sBasercs OeikoM ocTtpoi dasel. Ero
AKTUBHOCTB BO3PACTACT MOCE OONBLIMX ONMepalluii, TAXKEIbIX TpaBM, HH(apKTa Muokap/aa. [locie BBeeH s B
OpraHu3M KOPTHKOCTEPOHAOB. YHIOTOKCHHA (OakTepuaapHblii LPS) axtuBHOCTH PAI HapacTaeT. CTaTHHBI
BBI3BIBAIOT CHHIKEHHE 3Kcnpeccuu reda PAI-1.

BbisBiieHo noBbillleHHOE cogepkaHue PAI-1 B TyyHbIX KJ€TKax. 4To MOATBEP)KAAET y4acTHUE OTOTO
6enka B naroreHesze OpoHXHaIbHOM acTMbl 1 Apyrux IgE-onocpenoBaHHbIX alIepriuyecKux 3a601eBaHUAX.

[Toaumopdusm B rere PAI npuBoaMT K ero u30bLITOYHOH MpPOAYKUHMH. B pe3yjbTaTe Yero BO3HHKAET
FUIEPIUIa3MUHOTEHEMHUSA. KOTOpas MPUBOAMT K HApYLIEHUIO PEOJOTHYECKHUX CBOMCTB KpOBH. JlaHHbIH
nonuMopdusM sBiaseTcs 0a30BBIM NOJIUMOPOUIMOM 17 BceX ApYrHx MyTauui. OH cOCTaBjIS€T OCHOBY
MaTaboIMYecKOro CHHIpOMa, CHHAPOMA NOTEPH MJI0Aa, HapyLIeHUH TpoGHUKH COeANHUTETbHOM TKaHH.

PAI -1 urpaet BaXHY®0 po:lb B npouecce GUOPHHOIHTHYECKOTO KOHTPOI NpH O€peEMEHHOCTH Kak
bakTop MATOHHO-IUIALICHTAPHON HUPKYIdLUud. JlucOamanc MaTouHO—TIAleHTapHOr0 GUOPHHOIHTHYECKOrO
KOHTPOI1s B pe3yJibTaTe NOBBIMICHHOM Npoaykund PAI-1 cBd3aH He TOIBKO C MOBBILIEHHEM YPOBHSA HUOpHHA
B MATOYHBIX COCYAAX H CHHXEHHEM MaTOYHO-IIIalleHTapHOI0 KPOBOTOKA, HO TaKXe MrpaeT BaXHYIO pOJib B
CHMPKEHUH CTENEHH HHBa3HH TpodobiaacTa Ha paHHUX cpokax OepeMeHHOCTH. TakuM 06pa3oM, NOBBILLICHHAS
npoaykuus PAI-1 co3gaer npeamocbUlKM AN pasBUTHS B JIBHEHIIEM recTo3a W 3aJ€PKKH
BHYTPHYTPOOHOIro pocTa 1njioja.
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3aseaytollas nabopaTtopueii: W/ 4% RAPEATA [yrayesa H.M.

{












[Ipn MoeKy IsipHO-TeHEeTHYECKOM TECTHPOBAHHH BBISB/IEH MO:IAMOPQHBIH BapHaAHT
I€HOB, aCCOUMUPOBAHHBIN C MAaTOJOrHYECKHUM 3hdexToMm:

1.r€TepO3UrOTHOE HOCHTENIBLCTBO AN/1€]19 METHOHHH-CUHTa3bl peaykTa3zbl (MTRR A66G)
2.r€Tepo3UroTHOEC HOCUTEIbCTBO ajulens MeThiIeHTeTparuapodoarpeayktasel (MTHFR 'Glu429Ala)

Hurepnperanus

1. T'ereposurotHocts 1o Myrtauun. MTHFR Glu429Ala He conpoBOXaa€Tcsi HH IOBBIILICHHEM
KOHUEHTpal¥u OOLIEro rOMOLMCTEMHA. HU CHUXKEHHWEM YpOBHsA ¢ojiata B Ija3me, MO3TOMY CUYHMTACTCH
BapHaHTOM HOPMBI.

2. 'en MTRR koaupyeT aMHHOKHUCAOTHYIO IOCACAOBATEILHOCTL (EPMEHTA METHOHHH CHHTA3bl
peaykrasbl (MCP), urpatoliiero BaxxHyr po/ib B CHHTe3¢ O€JIKa H y4acTBYIOIIErO B GOJIBIIOM KOJHYECTBE
OMOXMMHYECKHX peakLHi, CBA3aHHBIX C IEPEHOCOM METHAbHOM rpynnbl. OaHol u3 dyukunuid MCP ssisercs
oOpaTHOe NpeBpallleHe TOMOLUCTEHHA B METHOHHUH.

[Tonumopdusm rena MTRR cBsizaH ¢ aMHHOKHCIOTHOM 3ameHol B Monekyse (pepmenta MCP. B
pe3yJIbTaTe 3TOH 3aMeHbl (PYHKUMOHAIbHAsh aKTUBHOCTh ()épMEHTa CHUKAETCS, YTO MOXET ObITh NPHUHHOM
MOBLILIEHHA YPOBHS TOMOUMCTEHHA B KpOBH. ['OMOMMCTEHH - 3TO OHOJOTHYECKH-AaKTUBHOE BEILECTBO,
NpOAYKT pacnajia ONpeIc/IEHHON aMMHOKHCIIOTBL B OpraHu3Me uenoBeka. [loBbilIeHHEBIH - ypOBEHb 3TOrO
BELECTBA (TUIEProMOLIUCTEUHEMHS) NPUBOAUT K PALY (GU3HONOTHYCCKHUX [MATOJOTHHA, Cpelld KOTOPBIX U
NoTepst 3JIaCTHYHOCTH apTepHd (aTepocKepo3), YTO MOXET CTaTh| [PUYMHOH cepAeyHOro TpPUCTYNa M
HHCYJIbTa, TpoMOO03a apTepuil (aTepoTpoMO03) U BEH (BEHO3HBINH TpoMOO3.

Jakauenue

BrIsiBiIeHHBIH Y BAC I'€HOTUI dCCOIIMMPOBAH C HU3KOH MpeIpacnookKEeHHOCTBIO K MOBBILIEHHIO YPOBHS
rOMOLIMCTEeHHa B KpoBH. Bam pekoMeHayeTcs co0ii0AaTh AMETY C JOCTATOUHBIM MOTpedIeHHEM NMPOAYKTOB,
ooratbix $oHeBoi KUCIOTOH H BHTAMHHAMH IpYMIiel B.

IIpumeuanue:

1. JlaHHBbIE PEKOMEHIALMH XKeIaTeJIbHO YTOYHUTh U CKOPPEKTUPOBATh Nociie A000CIeJ0BAHUS U
KOHCYJIbTalLMH Y3KHX CIIELHATHCTOB!

2. T'eHeTudeckoe TecTUpOBaHKE MO 33JaHHOMY MEPEUHIO MYTALWH/TTOIMMOPGH3IMOB IPOBOIUTCA BCEIO
OJIMH pa3. Pe3ynpTar Hccnen0BaHus He MCHACTCA Ha NPOTSHXKCHUH BCEM U3HH, KX MOXHO MPOBECTH
OIIHOKPATHO.

Brnuvanue! =~ Eciu  obuapyscenvt  «nioxue» eapuanmvl ' nOIuMOpHUIMOE .~ MO He  Ag1emcs
Heusbeacnocmobio pazsumus 3aboaeeanus. Kaxnpasuio, peue uoem moasko 06 yseiudeHuu pucka mex uiu
unblx OOAE3HEU OMHOCUMENbHO CPeOHeeO — NONYIAYUOHHO20 yYpoews. Ecau  6yoym  npeonpunsmbl,
coomeememeyiowue Mepbl, HANPUGICHHLIC HA CHUNMCEHUE B030€UCMBUA GHEWHUX  HeO1a2onpUAMHBIX
(harmopos, mo eeautuHa Moo pucka byoem MuHUMAaLHou. Baxcuvivm seasemcs mo, umo wenosex 0oaxcen
3HUMb HE MOTBLKO 0 PUCKAX 018 C80€20 300P08bA, HO U 0 CROCODAX CHUNCEHUSI IMO20 PUCKA.

3aseaymowlas naboparopHeii: [lyraueBa H.M.




