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JABOPATOPHBIE ACHEKTBI JIUATHOCTUKHA AHEMMI: OT
KIACCUYECKUX METOA0OB K 'EHETHYECKOMY AHAJIM3Y

OmonoBa Maxdy3a

Kypcant kadeapbl KIMHUKO-1a00paTOPHOM

AUATHOCTUKH ¢ KypcoM PII/1O ki1uHnko-1a00paTOpHOM
auarHoctuku Camapkanackoro I'ocygapcTrBeHHOro

MeIMIMHCKOI0 YHUBEPCUTETA.

Hcakyaosa Myxabd6at MapaoHoBHa

AccucreHT Kadeapbl KIMHUKO-1a00paTOPHOI

AMATHOCTUKH ¢ KypcoM PIIJIO KIMHNKO-TA00pATOPHON IMATHOCTUKH
Camapkanackoro I'ocyrapcTrBeHHOT 0

MeJIUIMHCKOro yHuBepcurera. r. Camapkanj, Y30eKUCTaH

Annomayus. JlnarHOCTUKA aHEMUN IIPEACTaBIsACT COOOM BakHYH 00JIacTh
7a00paTOPHON MEAUIMHBI, 00BEANHSIONIYIO KJIACCUYECKUE METO/Ibl UCCIIEA0OBAaHUS U
COBpPEMEHHbIC T€HETUYECKHE MOAX0/Ibl. B cTaThe paccMaTpUBAaOTCS OCHOBHBIEC ATaIlbl
JTUArHOCTUKM aHEMHM, BKJIIOYas aHaIW3 KPOBHU, OWOXMMHUYECKHE TECThl H
MOJIEKYJISIpHO-TEHETHYeCKhue  MeToanl. (Ocoboe  BHUMAHUE  YACJIEHO PO
ICHETUYECKOTr0 aHaiW3a B BBISABICHUU HACJICACTBEHHBIX aHEMHUM, TaKMX Kak
CEepIOBUIHO-KJIETOYHAsT aHeMusi W Tajaccemus. [lpeacTaBieHbl MNEPCHEKTUBBI
HMHTETpallUd TEHETUYECKOT0 TECTUPOBAHUS B PYTHHHYIO MPAKTHUKY KJIMHUYECKHUX

nabopaTopuH.

KiarwueBble cjioBa: awemus, 1a060pamopuas OUASHOCMUKA, OOWUL AHAIU3
KpoBu,  OUOXUMUS,  2EeHeMmUYeCKull aHalu3, HACLeOCMmeeHHble  3a001e8anusl,

MONEKYIIAPHAa OUACHOCMUKA.

BBCI[CHI/Ie: AHeMI/IH, XapaKTCPU3yromasacss CHUKCHUCM YPOBHA reMOTJIOOMHA WU

SPUTPOOUTOB, ABISCTCA PaCIIPOCTPAHCHHBIM COCTOAHHUEM, BCTPECUHAIONIMMCA BO BCCX
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BO3pacTHhIX rpynnax. [lpuuuHbl aHeMHuil pa3HOOOpa3sHbl U BKIIOYAIOT AepUIUT
xKeneza, BUTaMuH B12, xpoHuueckue 3a00JIeBaHUSI U HACJICACTBEHHbIEC MATOJIOTHH.
O¢ddexTBHAT TUATHOCTHKA aHEMHUH TpeOyeT KOMIUJIEKCHOTO TOJXO7a, HauWHas ¢
0a30BbIX J1a0OPAaTOPHBIX TECTOB M 3aKaHUYMBAas F€HETHMYECKUM aHalu30M. BBenenue
MOJIEKYJIIPHBIX METOJOB 3HAYUTEJIBHO PACIIUPUIO BO3MOXKHOCTU JUArHOCTHKH,

0COOCHHO B OTHOILIEHUU PEJKUX U HACIEICTBEHHBIX ()OPM aHEMHIA.
Knaccuueckue memoowt ouaznocmuku anemuil

1. Oomuii anaan3 kposu (OAK)

O6HII/II>'I dHaJIn3 KPOBHU OCTACTCA OCHOBHBIM MCTOJ0M HGpBH‘-IHOﬁ JANAardHOCTHUKH

aHeMuii. OH BKJIFOYAET:
Onpenesienue ypoBHs reMOrJI00MHA U TeMATOKPUTA.
IMoacyer KOJIUYECTBA IPUTPOLUTOB.

Nupexcobl JPUTPOLIMTOB (MCV, MCH, MCHO): IIOMOTAK0T
KJIacCU(PUIIMPOBAaTh ~AHEMHUIO HA  MHUKPOIMTAPHYIO, HOPMOIMTApPHYIO  HIIU

MaKpOLUTaPHYIO.
2. Ma3ok nepugepudeckoii KpoBH

MI/IKpOCKOHI/I‘ICCKOC HCCJICAOBAHUC Ma3Ka IIO3BOJIACT BBISIBUTH
MOp(bOJ'IOFI/I‘-IGCKI/Ie HN3MCHCHUS SPUTPOLHUTOB, TAKUC KAK MHUKPOLIMTO3, THIIOXPOMMUA,

WJIM HaJW4Yue aHOMaJbHBIX (OPM, HAITPUMEP, CEPIIOBUIHBIX KIETOK.
3. BuoxuMu4YecKue TecThbl

ChbIBOpOTOYHOE 3Kele30 M (peppUTHH: [UATHOCTUKA >Keyne30AehUIIMTHOM

AHCMHU.

TpancdeppuH U ero HacCHIEHHOCTD: ONPEICIICHNE KeJIe3000MeHa.
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YpoBens ButamuHa B12 u ¢onaroB: quarnoctrka Meraiao0JacTHOM aHEMUH.
Jlakrataeruaporenasa (JI/II'): noBeimaercs npu reMOJIUTUYECKOW AaHEMHUH.
Cospemennvie Mmemoovbl OUAZHOCHUKU

1. I'emorio0uHOBBIE 3J1eKTPOdope3 n BIKX

Ot MCTOAbI UCIIOJB3YIOTCA IJIA I/I,IIGHTI/I(bI/IKaHI/II/I AHOMAJIBHBIX FeMOFJIO6I/IHOB,
XapaKTCPHBIX MJId HACJIICACTBCHHBIX aHCMHﬁ, TAKHUX KaK TaJaCcCEMUsl U CCPIIOBHUIHO-

KJIETOYHAs] aHEMHUSL.
2. MoJieKkyasipHO-TeHEeTU4eCKIe METOAbI

Ioaumepasnas mnenHass peaknusa (IILP): BreisABICHHE cHEUUUESCKUX

MyTalni, Hanpumep, B rene HBB s nmarnocTuky TanacceMum.

CexBenupoBanue cieaywmero nokosaenuss (NGS): aHanus nmojsiHoro reHoma

HJIX 5K30Ma AJIA BBIABJICHUA PCAKHUX 'CHCTHYCCKUX MYTaHHﬁ.

MyabTUIUIEKCHBIH JMra3Hbiii  aHaau3 30HA0B (MLPA): oOHapyxeHHe

KPYIHBIX JEJICIUN WIN TyTUIAKALHM.
3. IIpenaTtanbHas IMATHOCTHKA

[IpenatanpHasi AMArHOCTUKA TMPEACTaBIsET COOOM KOMIUIEKC METOJIOB,
HalpaBJICHHBIX HA BBISBJICHUE T€HETUYECKUX W HACJIEICTBEHHBIX 3a00JI€BaHUU Yy
J10/1a BO BpeMs OepeMEeHHOCTHU. BHeIpeHne COBPEMEHHBIX TEXHOJIOTHUN MO3BOJISET
CYIIECTBEHHO TOBBICUTh TOYHOCTb JAMArHOCTUKU W CHU3UTH PUCKH JIJII MaTepu U

pebeHka.
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OcHOBHBIE METObI IPEHATAJIbHON JUATHOCTUKHU

1. UaBa3uBHBIE METOABI

Amuuonenre3:IIponienypa BxiIroyaeT 3a00p  OKOJIOIUIOJAHBIX  BOJ  C

IMOCJICAYIOINNM aHAJIM30M COJACPIKAIINUXCA B HUX KJICTOK IJIOJZA.

Hcnonb3yeTcs 11t ONpeAesieHnsl XpOMOCOMHBIX aHOMAJIMM, TAKHX KaK CHHJIPOM
JlayHa, ¥ MOHOTEHHBIX 3a00J€BaHHWIl, HaIpHUMEp, TAIaCCEMUU WU CEPIOBHJIHO-

KJIETOYHON aHEMUHU.
Brinonnsiercst Ha cpokax 6epemeHHocTr oT 15 10 20 Hepenb.

Bbuoncus xopuona (CVS): 3akmtouaercs B 3a00pe oOpasiia BOPCHH XOPHOHA,

COACPIKAIICTO KIICTKHU IIJIOAA.

IIo3BonSeT BBISBIATH TI'€HETHYECKHUE HapymcHuss Ha pPaHHUX  CPOKax

o6epemennoctu (10—-13 Henenn).
Merton rddexTrBeH 11 AMAarHOCTUKA MOHOTCHHBIX 3a00JICBaHUM.
Kopaouenrtes:3abop oOpasia KpoBH 111012 U3 ITyTTOBUHEL.

[Ipumensiercs 11 OHArHOCTHKWA — TSDKENBIX — aHeMHuH, HWHQEKIIMOHHBIX

3a00JIeBaHU U HEKOTOPBIX T€HETUYECKUX MaTOJIOTHH.
2. HenHBa3uBHBIE METOABI
HeunnBa3zuBHoe npeHarajibHoe TectupoBanue (HUIIT):

OcHoBaHo Ha aHanu3e BHekierouHol JIHK miona, nuupkynupyomeid B KpoBU

MaTepH.

Wcnionp3yeTcst 11 BBISBICHUS XPOMOCOMHBIX aHOMAJINK (Hampumep, TPUCOMMUIA

21, 18, 13) 1 HEKOTOPBIX TEHETUUYECKUX MYTallUH.
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Meton o6mamaeT BBICOKOM YYBCTBHUTEIBHOCTBIO U CHEHU(PUYHOCTHIO, MOXKET

BbINIONIHATHCS ¢ 10 Henenn OepeMeHHOCTH.
YabTpasBykoBoe uccienosanue (Y3H1):

OcHoBHOI MCTOA JIA OLOCHKH aHATOMHUYCCKUX CTPYKTYP IINIOJAa W BBIABIICHUA

BPOXKJCHHBIX IIOPOKOB Pa3BUTHSI.

JononHsercss OMOXUMUYECKUMU MapKepamu (JBOMHOM, TPOMHOM WU YETBEPHOM

TCCTI)I) JJIA KOMILJICKCHOU OOCHKH pHCKA.

pruepbt K/IIUHUYEeCK020 NDUMEHEHUA

KenesonepuuurHas anemus

Knaccuueckue TecThl, Takue Kak YpOBeHb ¢eppUTUHA U TpaHc]eppuHa,
OCTaIOTCSl OCHOBHBIMHU METOJaMU TUarHOCTUKU. OHAKO, TPU YCTOMYMBOM AeUIIUTE
xKeye3a 0e3 BHUJIMMOM TPUYMHBI PEKOMEHAYETCS MPOBOJIUTH JOTOJHUTEIbHBIC

MCCIICIOBAHUS Ha TIETMAKUIO WU CKPBITYIO0 KPOBOIIOTEPIO.
Tanaccemus

['eHeTHUecKuit aHAINA3 TTO3BOJIACT UACHTH(HUITMPOBATH CIICIIM(PUICCKUE MYy TAIIHH
B T€HAaX O- WM P-TVIOOMHA, YTO 3HAYUTENIBHO YCKOPSET JIUarHOCTHKY W BBIOOD

JICYCHUS.
MeraJsiodjiacTHass aHeMHU s

JluarHocTuka OCHOBaHa Ha ompejesieHnn ypoBHs BuTamuHa B12 u ¢onaros. B

CJIOHBIX CITy4asx MOKET OBITh BBIIIOJHEH aHAIW3 Ha mojaumopdusm rena MTHFR.
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Hepcnekmuebt pazeumui

Bynymiee AQuarHOCTUKM aHEMHUW CBSI3aHO C Pa3BUTHEM KOMOMHUPOBAHHBIX
MOJXO0/I0B, BKJIFOYAIOIIUX HWHTETPAIMI0 KJIACCUUYECKUX JIabOpaTOPHBIX METOJOB C
MOJICKYJISIDHOM TE€HETUKOW. lCroib30BaHME WMCKYCCTBEHHOIO MHTEIUICKTA IS
aHanu3a OOJIBIIMX OOBEMOB JIAHHBIX YCKOPUT IMOCTAHOBKY JUArHo3a W YJIyYIIUT

IMCPCOHAJIN3aINIO JICUCHUS.

3akiouenue: J[MarHocTMKa aHEeMUW MpeACTaBisieT Cco00M  TUHAMUYHO
pPa3BUBAIOIIYIOCS O0JACTh MEAMIMHBI, B KOTOPOM KIACCUYECKHE METOJbl aHaIH3a
KPOBM YCIELIHO JIOMOJIHSIOTCA COBPEMEHHBIMU  MOJIEKYJISIPHO-TE€HETUYECKUMU
MOAX0JaMH. DTO MO3BOJISIET HE TOJIBKO TOUHO OMPEACIISITh IPUUUHBI 3a00JI€BaHUs, HO
U pa3pabaTbiBaTh MEPCOHAIM3UPOBAHHBIE CTpaTeru JieueHus. JlanpHeiias
MHTErpaldsi TEHETUYECKOro aHaliu3a B PYTHHHYIO J1abOpaTOpHYIO MPaKTUKY
obecrieynT 0osiee BHICOKUU YPOBEHb MEAUIIMHCKON MOMOIIY U YIyYIICHUE KauyecTBa

KHN3HH ITaITUCHTOB.
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