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AHHOTanMA: J[MarHOCTHKAa aHEMUW TMpeACTaBlIsIeT Cco0O0W BaXHYH 00J1acTh
71a00paTOPHON MEIUITUHBI, OOBEIUHSIONIYIO KIACCUYECKUE METO/IbI UCCIICIOBAHUS U
COBPEMEHHBIEC TEHETUYECKHE TTOAXO0bl. B cTaThe paccMaTpuBaOTC OCHOBHBIE ATAIbI
JMArHOCTUKM aHEMMM, BKJIIOYas aHaJIu3 KpPOBU, OUOXUMUYECKHUE TECThl H
MOJIEKYJISIPHO-TEHETHUEeCKHe  MeToAbl. (Ocoboe  BHHUMaHUE  YIEIEHO  POJIH
F€HETUYECKOr0 aHajivW3a B BBISBJICHUM HACJICACTBEHHBIX aHEMHUM, TaKuUX Kak
CEpIIOBUIHO-KJIETOUHAsT aHeMHusi W Tanaccemus. lIpencrtaBiieHbl NEPCHIEKTUBBI
WHTErpalii T€HETUYECKOTO0 TECTUPOBAHUS B PYTUHHYIO MPAKTUKY KIMHUYECKUX
nabopaTtopui.

KuroueBble ciaoBa: awemusi, 1abopamopras OUAcHOCMUKA, OOWUL AHATU3
KpoSU,  OUOXUMUS, 2eHemUYeCKUuli aHaiu3, Hacieocmeennvle  3a00/1e8aHUsl,
MONEKYNAPHAS OUACHOCTUKA.

BBenenue: AHemus, XapaKTEpHU3YIOIIASICS CHIDKCHHEM YPOBHS TIeMOIVIOOHHA
WA 3PUTPOLUTOB, SABJISAETCA PACIHPOCTPAHEHHBIM COCTOSHUEM, BCTPEUYAIOIIMMCS BO
BCEX BO3pACTHBIX rpynmax. [IpuuuHbel aHeMuil pa3HOOOpa3Hbl U BKIOYAIOT ACHHUIIAT
xene3a, BuTaMuH B12, xpoHudeckue 3a00€BaHUSI U HACIEIACTBEHHBIC MATOJIOTHHU.
DddekTuBHAsS TUArHOCTHKA aHEMHUU TpeOyeT KOMIUIEKCHOTO IOAXO0Aa, HAauYMHAs C
0a30BbIX JTA0OPATOPHBIX TECTOB M 3aKaHYMBAasl '€HETUUYECKUM aHaau3oM. BBeneHue
MOJIEKYJISIDHBIX METOAOB 3HAYWUTENBHO PACIIMPUIO BO3MOXKHOCTH JUArHOCTHUKH,
O0COOCHHO B OTHOIIIEHUHU PEJKUX U HACJIEICTBEHHBIX (POpM aHEMUH.

Knaccunueckne METOABI JUATHOCTHUKHA aHEMHUU

1. OB AHAJIU3 KPOBHU (OAK)
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OOuuii aHamM3 KPOBU OCTAETCS OCHOBHBIM METOJIOM MEPBUYHON AMATHOCTUKU
a"Hemuii. OH BKJIIOYACT:

OmnpeneJieHne ypoBHS reMOrJ100MHA U FeMAaTOKPHUTA.

IoacueT KOJM4YECTBA IPUTPOIUTOB.

HNnaexcol JPUTPOLUTOB (MCYV, MCH, MCHO): IIOMOTar0T
KJIacCUUUUPOBATh ~AHEMHUID HAa  MHUKPOIMUTAPHYIO, HOPMOLMUTAPHYIO WU
MaKpOILMTAPHYIO.

2. Ma3ok nepugepuieckoil KpoBu

Mukpockonudeckoe HCCJICTOBAHHE MasKa II03BOJISET BBLISIBUTH
MOP(OJIOTHYECKUE W3MEHEHHSI SPUTPOIIMTOB, TaKUE KaK MUKPOIIMTO3, TUIIOXPOMHUSI,
WM HATMIUE aHOMAJIBHBIX ()OpM, HAIIPUMEDP, CEPIIOBHIHBIX KIETOK.

3. BUOXUMUNYECKUE TECTBI

CbIBOpOTOYHOE 3Kejie30 W (eppUTHH: JTHArHOCTHKA JKEIe301e(PUIIUTHON
aHEMHUH.

TpancheppuH U ero HACBIIEHHOCTD: ONPEIEIECHUE KEIe3000MeHa.

YpoBenb Butamuna B12 u ¢posiaToB: quarHoctuka Meraiao01acTHOM aHEMUM.

JlakraTneruaporenasa (JIJI'): noBeimaeTcs npu reMOJIMTAYECKON aHEMUH.

CoBpeMeHHbIE METObI IUATHOCTUKHU

1. TEMOI'JIOBMHOBBIE SJIEKTPO®OPE3 N BOXX

OTU METOoAbl UCTIOIB3YIOTCS AJS UACHTU(UKAIIMYA aHOMAJIBHBIX T€MOTJI00MHOB,
XapaKTEPHBIX IS HACJICACTBCHHBIX aHEMMM, TAKUX KaK TaJlacCeMMsl U CEPIIOBUIHO-
KJIETOYHAs aHEMUS.

2. MOJIEKVYIJIAPHO-TEHETUYECKHWE METO/IbI

[osumepa3znas uennas peakuuss (IIIP): BoisiBneHne crnenuduuecKux
MyTaluu, HanpuMmep, B reie HBB 11 quarHocTuku TanacceMum.

CexBenupoBanue ciaeaywiero noxkojenus (NGS): ananu3 noaHoro reHoma
WJIM DK30Ma JJISI BBISIBJICHUS PEIKUX T€HETUUYECKUX MYTaIIHil.

MyabTunJieKcHbIN JurasHbiid  anaan3 30HA0B (MLPA): o0HapyxeHue
KPYIHBIX JIEJCHUN WIN TYIUIAKALHM.

3. IPEHATAJIbBHASA IUATHOCTUKA

[IpenartanpHas JAWMArHOCTUKA TPEACTaBIsieT COOOM KOMILJIEKC METOJOB,
HaIpaBJICHHbIX HA BBISABICHHE T'€HETUYECKUX W HACIEJICTBEHHBIX 3a00JIEBaHUI Yy
IIoAa BO BpeMsi OepeMeHHOCTH. BHeapeHne coBpeMEHHBIX TEXHOJOTHIl MO3BOJISET
CYILIECTBEHHO MOBBICUTh TOYHOCTh AWATHOCTHKHA M CHU3WUTh PUCKHU I MAaTepu U
pebeHka.

OCHOBHBIE METO/IbI [IPEHATAJIbHOUN JINATHOCTUKHA
1. HBa3uUBHEBIE METOBI
Amuuounenre3:[Ipoenypa BkiIogaeT 3a00p  OKOJIOIUIOAHBIX  BOA  C
MOCTEYIOIIUM aHAITU30M COJIEPKAIIUXCS B HUX KIIETOK ILTOAA.
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Hcnonb3yercs g onpeneieHus XpOMOCOMHBIX aHOMAJIMM, TAKUX KaK CHHAPOM
JlayHa, ¥ MOHOTEHHBIX 3a00JE€BaHUN, HANPUMEP, TAIACCEMHHM WM CEPIIOBUIHO-
KJIETOYHOW aHEMUHU.

Brinonusiercst Ha cpokax 0epemeHHOCTH OT 15 10 20 Heaenb.

Buoncus xopuona (CVS): 3akmouaercs B 3a0ope oOpasiia BOPCUH XOpPUOHA,
COJZIEpIKAIIEro KIETKH IUTOAA.

[To3BosiieT BBISBIATH TEHETMUYECKHE HAPYUIEHHWS HAa pPaHHUX CpPOKax
o6epemennoctu (10—13 Henmenb).

Meron 3ddekTrBeH 111 TMArHOCTUKA MOHOT'€HHBIX 3a00JICBaHUM.

Kopnouente3:3abop o0pasiia KpoBH IJ10/1a U3 ITYTTOBUHBI.

[Ipumensiercss a8 AWMATHOCTUKHM — TSDKENBIX ~ aHEMUM, WH(QEKIIMOHHBIX
3a00yIeBaHUH M HEKOTOPBIX TEHETHYECKUX MAaTOIOTHH.

2. HenHBa3MBHBIE METOIbI

HeunBa3zuBHoe npenaraiabHoe Tectuposanue (HUIIT):

OcHoBaHo Ha aHanm3e BHekseTrouHo JIHK moma, uupkynupyromniei B KpoBU
MAaTEpPH.

Hcnonp3yercs 1715 BBISIBIEHUS XPOMOCOMHBIX aHOMaIUH (HarpuMep, TPUCOMHUIA
21, 18, 13) 1 HEKOTOPHIX TEHETUYECKUX MYTaIIHU.

Meton 065amaeT BBICOKOW UYYBCTBUTEIBHOCTBHIO W CHEIMU(DUIHOCTHIO, MOXKET
BBITIOJTHATHCA ¢ 10 Hepenu 6epeMeHHOCTH.

YasTpa3BykoBoe uccienosanme (Y3HN):

OCHOBHOW METOJ JJIsl OLIEHKH aHATOMHUYECKUX CTPYKTYp IUIOJA U BBISIBICHUS
BPOXJCHHBIX MIOPOKOB Pa3BUTHSI.

JlononmHsieTcs OMOXMMUYECKUMU MapKepaMu (ABOWHOMN, TPOIHOM TN YE€TBEPHOM
TECTHI) JJIs1 KOMIUJIEKCHOM OLIEHKU pHCKa.

[Ipumepsl KTMHUYECKOTO MTPUMEHECHUS

KEJE3ONEOUIINTHASA AHEMU A
Knaccuueckne TecThl, Takwe Kak YpoBeHb ¢eppuThHa U TpaHcheppuHa,
OCTaIOTCSl OCHOBHBIMU METO/IAMH TMarHOCTUKU. OHAKO, PU YCTOWYUBOM AehuULInTe
xeneza 0€3 BHIAMMOM TPUYMHBI PEKOMEHIYETCS TMPOBOJAUTH JIOMOJHUTEIbHBIC
MCCJIEIOBaHUS Ha LETUAKHUIO WIH CKPBITYIO KPOBOTOTEPIO.

TAJTACCEMUA
['enernueckuii aHanu3 MO3BOJSIET UACHTU(DUIUPOBATH CELIU(PUIECKHIE MYTALIUH
B TreHax oO- wid [B-TJI00MHA, YTO 3HAYUTEIBHO YCKOPSET IUArHOCTHUKY M BBIOOD
JICYEHUSL.

MET AJIOBJTACTHAA AHEMU A
JlnarHocTvKa OCHOBAaHA Ha OIpe/eseHUH ypoBHs BuTamuHa B12 u ¢onaros. B
CJIOKHBIX CITy4asiX MOYKET ObITh BBIIOJHEH aHaiu3 Ha nmonuMmopdusm rena MTHFR.
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IIepcniexTuBsl pa3BuTUA

Bynyiiee auarHOCTHKM aHEMHI CBS3aHO C Pa3BUTHEM KOMOWHHPOBAHHBIX
MO/IXO/I0B, BKJIFOYAIOIIUX HWHTETPAIMI0 KJIACCUYECKUX JIa0OpaTOPHBIX METOAOB C
MOJIEKYJISIPHOM Te€HETUKOW. M Crnosib30BaHME MCKYCCTBEHHOTO HWHTEIJIEKTA A
aHanM3a OOJBIIUX OOBEMOB JAaHHBIX YCKOPHUT MOCTAHOBKY JUAarHo3a M yJIYYIIUT
IIEPCOHANTU3ALMIO JICYEHUS.

3akmtoueHue. JlmarHocTwka aHEMHH TIpeICTaBiIseT COOOM  JTUHAMHYHO
Pa3BUBAIOILIYIOCA O0JACTh MEIUIIMHBI, B KOTOPOW KIACCHYECKHME METOJIbl aHalu3a
KPOBH YCHEIIHO JOMOJHSIOTCS COBPEMEHHBIMH MOJEKYISIPHO-TEHETUYECKUMU
NOJIX0/IJaMU. DTO MO3BOJISIET HE TOJIBKO TOYHO OMPEIENATh MPUUUHBI 3200JI€BaHMSI, HO
U pa3pabaThiBaTh TEPCOHATM3UPOBAHHBIC CTpaTerud JiedeHus. JlanpHeimmas
WHTErpaldsg TEeHETUYECKOro aHalu3a B PYTUHHYIO JIa0OpaTOPHYIO TPAKTUKY
o0OecrieunT Oosiee BHICOKUH YPOBEHb MEIUIIMHCKOM MOMOIIY U YIy4IlleHHE KauyeCTBa
KU3HU MaIlMECHTOB.
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