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VAK 577.1

COBPEMEHHbIE BO3MOXHOCTU METOAOB
OMPEAENEHUA AHK MPU TEHETUYECKOM AHANU3E

Epodgpeeesa [.B., Cmonsapoea H.A., cmyoeHmku 2 kypca ®BMub
HayuHelli pykosodumens — C.H. PewlemHUKO8a, K. C.-X. H., 00yeHm
@rboy BO YnvsaHosckuli FAY

Knrouesble cnosa: 2zeHemuyeckul aHanus; [HK.
Paboma noceAweHa 803MOXHOCMAM Memooda 2eHemu4yecKo2o
aHanusa.

CerogHsa [AHK-aHanu3 M3 BbICOKMX HAy4YHbIX TEXHO/NOTNIA nepellen B
pa3psas, NOBCEMECTHbIX WMCCNeA0BAHWUM, AOCTYMHbIX KaxKAOMY MaLUeHTy.
bnarogapsa AHK-aHanusy byayuiue pogmMTenn moryT OLUeHUTb BEPOSATHOCTb
poxaeHus pebeHKa ¢ HacneaCTBEHHOM MaTo/IorMen, a B Cayyae, ecnu 3a-
6oneBaHMe yKe BbISBNEHO Y Masbllla, — C MepPBbIX MECALLEB €ro KMU3HU Bbl-
paboTaTb ONTUMA/bHBIN NAAH NeYEeHUs, KOTOPbIM NO3BOAUT M3beaTb oc-
NOXKHeHu [1].

C nomouwbto aHanun3a HK onpegenserca:

® HacneACTBEHHAA MPeApacrnofioXEHHOCTb K KOHKPETHbIM MaTonoru-

AIM, KOTOpPbIE y»Ke BCTPEYaIUCb B CEMbe (Hanpumep, paky Uan Ncuxm-

Yyeckum 3abonesaHuAM);

e 06K «reHEeTMYECKMIA aHaMHe3» YesloBeKa, KOTOPbIN KenaeT 3HaTb

HaBepHsKa, Kakme 3aboneBaHMA MOryT BO3SHUKHYTb Y HETO B byayLiem;

® MPUYMHA HEACHBIX CUMNTOMOB B OTCYTCTBUM BO3MOXHOCTM NOCTaBUTb

AMarHo3 MHbIM NyTem (0COBEHHO aKTyanbHO ANA AeTel C peaKou re-

HEeTUYeCcKol naTonornen);

* WHOMBUAYANbHAA HEMEPEHOCUMMOCTb ONpeeieHHbIX IEKAPCTBEHHbIX
npenapaTtos;

® CTeneHb reHeTUYecKoro POACTBa C NpeAnofaraemMbiMM YaeHamu ce-
MbW;

® BEpPOATHOCTb OC/IOXKHEHUIT BO BpeMs bepeMeHHOCTH;

® CK/JOHHOCTb K anKOro/M3my MAM HapKOMaHMM (Ha OCHOBAHWW BblfB-
JNIEHUA reHOB, OTBETCTBEHHbIX 33 CMHTE3 PpepMeHTOB, CNOCOBHbIX pac-
WEenNATb a/IKOTroNb U Apyrue CoeanHeHns);

® PUCKM NPU HANUYMU cepbe3HbIX GUIMYECKUX HArpy3oK (BaxkHO gnn
npodeccMoHanbHbIX CMTOPTCMEHOB);
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® BO3MOMHble NpUYMHbI becnaogunsa u T.4.

CyLiecTByeT HEeCKONbKO BapnaHToB nccnegosanuna AHK, u kaxkapin ns
HUX UCMONb3YeTCA AN KOHKPETHOM uenn. PaccmoTpmMm HeKoTopble U3 HUX
noapobHen.

OCHOBHbIM ABAAETCA TMOPUAONOTMYECKMIA METOL U OCYLLLECTBAAETCA
C nomMoLLbio cKpewmaHma. OH MOMOraeT ycTaHOBUTb 0COBEHHOCTU TEeHOB.
OueHb BaXKHbIM ABNAETCA U LIUTOTEHETUYECKUIN METO, HamnpaB/ieHHbIN Ha
n3yyeHme Xpomocom. Ero pesynbtatbl MOMOratoT 06HAPYKUTb Pa3AUYHbIEe
MyTaL M1, KOTOpble CONPOBOXKAAIOTCA PA3BUTUEM NATONOTUI. s TOro 4To-
6bl Y3HATb MPUYMHBI HACNEACTBEHHbIX H0ONE3HENM, NCNOb3YeTca reHeanoru-
Yyeckui metoa.

9TO reHeTUYECKoe TeCTUPOBAHWE UccneayeT NPUHAANEKHOCTb Buo-
NIOTMYECKMX 06PasLLOB KOHKPETHOTO YesioBEKa M BbIABAAET POACTBEHHbIE
cBasu nytem [HK-aHanu3a Ha oTLOBCTBO. YTOObLI NpoBecTn NOA0OHYHO IKC-
nepTU3y MOXHO UCMONb30BaTb Nt060oI BUuomaTepuman.

B ocHOBHOM npeanoynTatoT 6patb maTepuanbl BYKKy/bHOrO anuTe-
NMA, TO eCTb CNtoHbI. Takne o0bpasubl nonyyatoT Ambo B nabopaTtopusx, AMb6o
CaMOCTOATENIbHO MO CMeLManbHOM UHCTPYKLUMK. [Ina reHeTUYecKoro ncene-
[O0BAHUA TaKXKe NOAOMAYT: KPOBb MW CyXMe ee NATHA; HOITU, TMCToNornYe-
CKMe maTtepuansbl.

HyHO OTMeTUTb, YTO reHbl Y BCEX Nt0AelN oAMHaKoBble. bnaroaapa
TOYEYHbIM MyTaumam B cTpyKType AHK yenosek nmeet ceon nHaneBmayanb-
Hble oT/InuMA. Hocutenem reHetTuuyeckor nHbopmauumn noboro buomare-
puana, Kak U3BecTHo, CAyXUT moneKkyna AHK. OHa HanOMWHAEeT LEeNOYKY,
Y KOTOPOW 3BEHbAMM BbICTYNAOT HYKNEOTUAbI T'YaHWH, LLUTO3UH, aAEHUH U
TUMWH, KOTOPbIE OTBEYAIOT 33 reHeTUYecKyto NnamaTb. UMeHHO oHM noagep-
ratloTca onpegeneHHbiM 3ameHam. CnegoBaTesibHO, MOC/Ae UX U3MEHEeHUA
AW MyTaLMK, MPOUCXOAAT MeTaMopdo3bl B MHGOPMATMBHOM Koge. [2]

MofobHaA 3KCcNepTM3a ABNAETCA COBOKYMHOCTbIO PasHbIX BbluMcie-
HUN, HabnogeHU K onbiToB. VX 3agayelt cumMTaeTca BbiABAEHWE Hac/nead-
CTBEHHbIX NPU3HAKOB U U3y4YeHWe CBOWCTB reHoB. MHorme Bpayn COBETYOT
EHLMHAM NPU NAAHUPOBAHMU CEMbU NPOWTU TECT Ha reHeTUYecKme 3abo-
NleBaHNA U COBMECTUMOCTb.

9T0 No03BONUT 3abnaroBpemMeHHO NPOrHO3MpPOBATL 340P0Bbe ByAyLLMX
OeTel, a TakKe O0OHapyXKUTb pasHble Hac/neaCTBEHHble BONe3HN U PeLnTb
npobnembl natonornn. OBbIYHO KEHLUMHbI NMPOBOAAT FEHETUYECKYI 3KC-
nepTu3y Npu y»Ke HacTynueLlel GepeMeHHOCTH, YTO NMOMOraeT onpeaenunTb
BPOKAEHHbIE MOPOKM PA3BUTUA NI0AA U NPUYMHDBI €r0 HEBbIHALLMBAHUA.
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Takol aHann3 HeobxoaMm 4YTObbI:

¢ BbIABWTb BEPOATHOCTb Hac/eACTBEHHbIX BONe3HEN UK CBOEBpeMEH-
HOro Hab/lAEeHNA 340POBOTO YeNoBEKa, YTOObI NpeaynpeaunTb O HUX

e BblbpaTb NOAXOAALLYIO TEPANMIO B 3aBUCUMMOCTM OT aHOMAIMK Ha reH-
HOM YpPOBHE 1 AMarHo3a

e YCTaHOBMUTb PUCK Hac/NeACTBEHHbIX 3a60neBaHuin y 61M3KOM poaHU

e B HacTofLLEee BPEMA C MOMOLLbIO FeHETUYECKOTO aHa/IM3a MOMKHO CO-

BEPLIEHHO TOYHO YCTAHOBWUTbL OTLOBCTBO, 3TOT aHa/aM3 MPOBOAUTCA

yale apyrux. [3]

WUTaK, reHeTMYeckmMe aHaiM3bl MNO3BONAIOT MUCC/eA0BaTb FEH UBOTO
OpraHM3ma Ana BblABMIEHUA PA3/IMYHbLIX MATONOTMIK. ITOT npouecc muccne-
[OBaHUSA MOXHO MPUMEHATb TaK¥Ke C Lenblo onpeseneHns poacTBEHHbIX
cBA3ei Ha BMONOrMYECKOM YPOBHE, ONpeaeneHns YHMBEPCANbHOCTU UHAM-
BUAYYMa.
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