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CUCTEMA 3MUAEMWONOIMHYECKOIO
HABNIOAEHUS FTEHETUMECKOW NDATOJNIONMM B
nonynaunax HMENOBEKA
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B.T. I'epmanos, B.B. Aumynosa
Hyeanckutl eocydapcmeeribii MeOUUUHCKIE YHUGEPOUMEN

HacaencTBeHHAd NATONCTHA SIBAAETCA OAHMM M3 De3yJbTATOB
SBOJMILUMN B fipouecce GOPMUPOBAHHA 4eJOBEKa Kak OHoJiorundec-
KOro BWfa, YPOBeHb KOTOpOH TIOANEPIKHBACTCH MOCTOSIHHC NpoTe-
KaIOIUM MYTALKWOHKLIM NpoueccoM M oT6opoM. Bes HacneicTBeH-
Hasl TMATOAOTHA ONpPefenneTcA TPYSOM MYTallH, BHOBL BO3HHKaK-
X ¥ YHACJGHOBAHHbIX OT NpelbIyIHX MOKoJeHHE. MelHtpHC-
KiHe TIOCTEACTBHSI MYTAUMOHHOTO I'Py3a - 9TO NOBbILeHHaa Heobxo-
NKMOCTh MEAMIMHCKOH TIOMOLIM W CHIXKeHHAd TPOJO/IKHTENBHOCTD
KH3HKE GonbHelx [B]. B cTporom cMbicsie cioBa Hac/deACTBEHHas
MaTOAOTHR NOAPA3leNseTcH Ha TeHHble M XPOMocOMHbe OOJE3HK.
TenHble CHEAPOME! NEepeAaioTesl Ha NOKONEHHs B NOKOJEHHe B COOT-
BETCTBHU C MEHAEJNEBCKHMH 3aKOHOMEpHOCTAMH. XPOMOCOMHEIE
601e3HH ONPEOENSIOTCH XPOMOCOMHEMH M MeHOMELIMHM MYTAIIHAMH.
CTpyKTypHble mepecTpeiKy (HHBEpCHH, TPaHCJOKAUMH) TepenaoT-
Csi ¢ JIONOJHUTENBLHHMA NepeKoMOuHalUAMY, BO3HHKaIOUWHMMH B
mefiose ero Hocurens |5,12,21]. B ocnoBy reHeTHYeckoHd Kjaaccu-
bHKaLMY HacJeICTEeHHLIX GovesHell NONOKEH 3THONOTHYECKAN
MPVHIHT, a MMEHHO: THN MyTalMil 1 XapakTep B3aUMOZEHCTBHS CO
cpeniolh. Besi nacdencTBeHHas NaTosorust MOXeT OBIThb NpeliCTaRrle-
HA He TOMBKO TeHHLIMH M XPOMOCOMHBIMK OonesHAMH, a H GoJesns-
MH ¢ HACJEACTBeHHOH NpeapacnofomeHHocTsio (MyabTadakTopH-
allbHBle), BOAEe3HAMU COMATHYECKHX KJIeTOK ¥ (0Je3HSAMH TeHETH-
yecKoH HeCOBMECTHMOCTH MaTtepu H nJoga [5,9,22].

Yriy6aeHHBH reHeTHYeCKHH aHalus Ye/oBeKa HEBOZMOKeH Oes
NOHMMaHHA TPYHLIMIIOR TONYARUHOHHOH eHeTHKR, NpeXMeTOM
KOTOPOU SABJSETCS WByUeHHe TeHOTHMHUECKOTO COCTaBa MOMyJas-
LHH M GaKkTOPOB, BAMSIOIIHAX Ha H3MEHEHKE 3TOrC COCTara B fpo-
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CTDaBCTBE H BpeMmeHH. MeNMIMHECKa® NoNyasillMOHHas IeHeTHKa
OCHOBHOE BHHMMauKe ofpaiiaer Ha NoReJeHHEe B NMOOYAALKAX de-
NOBEXKAa TFeHOB HacjeAcTseHHRX Hofxeaned. HMayuenme pacnpoctpa-
HEHHOCTH HAacJeJCTBeHHLX Done3HeHd B 33BUCHMOCTH OT 3THUYeC-
KOU XapakTepUCTHKHM HaceJeHMs, reorpagHYeckol 30HE, a TaKkKe
HCTOPUUYECKHMX YCACBRH (POPMHPOBaHUS KAHHOMW IONYJSUMH W ApPY-
rHx GakTOpPOB, MMEET KaK TeopeTHUecKoe, TaK H MpakTHYecKoe
sHayeHMe 118 siapabBooxpadeHns [5,10-12). Cuuraercs, uto Crpyr-
Typa 3a60eBAEMOCTH H CMEPTHOCTH B TeXHHUYECKM DA3BHTOM Yac-
TH CBETA M3MEHMAACh 0T NPeBaNPOBaHUA HHGEKUHOHHBIX 3400
NeéBAHHH B CTOPOHY HEMHODEKUWOHHOW MATCJAOTHH, W HMEHHO (10
Hefl UMEeT CMBIC] NPOBOAHTL 3NHAEMHOJOTHYECKoe HabJloaeHHe
[9]. Uayuenne Tempenuui, BAWSIOWMX Ha CTPYKTYpy sabojesae-
MOCTH H CMEPTHOCTH Ha NPOTHXKeHHH BpeMeHH, onpejeJseqye dak-
TOPOB PHCKZ U OLUEHKH MeP N0 WX KOHTPOJIO, ABJASSTCH 3ajayen
nobok cHCcTeMBl 3MHmeMHoaorudecxore Habmogenus. CoBpeMen-
Hble MeIMKO-COURANbHBIE NpoGieMbl CBA3aHBI CO CHHIKEHHEM POX-
N1AeMOCTH, BHICOKOW CMepPTHOCTLIC ¥ MHBAJNWAHOCTRIO, YMeHbIIEHH-
eM HaceseHHs, PomzeHue KeTed ¢ Hac/AeACTBEHHBIMH GO/Ie3HAMH,
BLI3BAHHLIMH XPOMOCOMHBIMM M FeHHBIMH MYTaLHSMH, a Takxe ¢
TAXKEJNBMH TIOPOKaMHU pasBUTHS, TpelcTaBnsT cobou rnodanb-
HyI fnpobaeMy 4YesoBedecTBa, Tax KaK fIBAAKTCA ONHOH HE 0C
HOBHBIX MPWYHH MepPHHATAALHOA [aTOAOTHM, MJAfeHdecKoH cMmep-
THOCTH 1 pasivyHBIX GopM HHBanuaHoct# [1,4,7-9].

B pasneix cTpaHax GRUIM CO3LaHbI NPOTPAMMb! BRIABASHNWS Ha-
c/leIcTBeHHBIX OoaesHedl B monyasumsax [2,3,5,9,19,22,25 26], Oana
M3 MEpPBRIX CHCTeM HaGMIOAeHUA 3a COCTOSHHEM 3ICPOBBS W PasBH-
THR OT poxaeHns 10 21 roaa xyaHH GblAa co3IaHa OKOJO [OJY BeKa
Hasap B Kanape B mposusumy Bpuranckas Koaymus [5,9]. Oxono
30 ner Hasajy Hauyaia EBBIMOJHATBCA HALMOHANbLHAs NporpaMsa Ha-
- 6mopenus 3a BpoxkaeHHEIMH pedektamu B CILIA, xoropaa oxBaTbiBa-
er ao 150 000 poxneHuyi emeropso. HaGmopaercs Gonvme 160
pasnoshaHocTel aedextos [9,23) EsponefickuM coobiuecTsoM -
‘Haucupyercs cHcrema EURQCAT (European Registration of
Congenital Anomalies) -ceThb CrielMaibHbIX PEeCTPOB ¢ LEHTPAIBHON
KOODIMHALIMeH. LleATeqsHOCT PeecTpoB 08eCTieUnBaeT NOCTOBEPHEIE
JanHbie A9 aHafMsa STHOJAOTHH H KAMHMEM sabogesanudl [9,24,25].
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CyllecTByeT MEXAYHADOAHAS CHCTeMa JJid HaGJIOZeHHS 33 BPOX-
NEHHOW TNaToJOFHeH, KoTopas paboraeT B TECHOM COTPYIHHUMECTBE ¢
BO3 - Clearinghouse. Clearinghouse - oxpaThiBaeT 35 ¢TpaH CBeTa W
umeeT okono 30 mporpamm, BK/0Yas HaGmwopeHue sa oflUeH 9acTo-
Toll BPOMKIEHHON NATCAOTHH IIPH HCIOJb30BaHUH PONHEBOH KHCIO-
TE ¥ JKeHIIMH AeTopogHoro Boszpacta. Maydenue rewerTndeckol ma-
TOJOTHM [OBOABHO XOpoio opranuzoearo B Bemapycn. C 1979 rona
MPOBCAATES HabMmoLeHAS 3a YPOBHeM JetdheKToB paspuTha, ¢ 1980 r.
- 33 HapylleHHeM MopdioreHesa y SMOPUOHOB PaHHWX MJIOJOB, C 1983
I. - 33 CHHADOMAMK MHOMEeCTBeHHHX nopokos |9,15,26].

Ias yayuiieHus geMorpadHyecsol CHTyaluuH, T.€. MNOBBIUEHHS
POKAIEMOCTH S/IOPCBOTO NOKOJEHUS, CHHMKEHHS NeTCKOH CMepTHoC-
14 o7 BITP nacnelcTREHHOA MATONCTHY, ¢ UENbIO COCTABASHHA KOMII-
JRKCHOH XapaKTeDHCTHKH TeHOGOHAA YKPaMHCKOrO HApoma, & Tak-
XKe IS OLUEHKH YPOBHS TEHEeTHUECKOH ONacHOCTH BHELIHECPeNoBhlX
GaKTopos, NpodHAaKTHKH HHAYLUHPOBEHHOTO MyTareHesa H Teparo-
revess B leJoM, 6ba Hafarn Ykaa IpesngenTta YxpauwHbl oT & (eBpa-
as 1999 r, Nell "Tlpo uinbosy xominexcHy Ilporpamy reseTHIHOTO
MoHiTopHHTY B Yxpaiui® [1,3,7.9,13,18], uro nessomine coznats pe-
THCTPH! Aetedl K ceMed ¢ HAC/eACTBEHHOU MaTONOrHeH Ha YpOBHE
roposa, paficHa, TeppHTopuy. HAd IMHaMHUeCKOro HabmwoieHHs 34
BIMAHHEM BHELIHeH Cpelbl Ha 3)0poBhe HaceNeHWd, AN pazpaboTki
CHCTEMB NEPBHYHON K BTOPHUHOM NPOPMIAKTUKM HaCIelCTBEHHBIX
NaToNoTHE, a TakKe ANs BeTioqHeHus Yxaza TipeaupeHTa YKpauHel,
GblIM paspaloTaHbl PETHOHANBHBIE MEDONDHSTHA OTHOCHUTRJIBHO HC-
NOAHEHHS KOMIIEKCROM IPOTPaMMbi IelieTHUECKOTO MOHWTOPHHTA B
Ykpaune. [lo ungopmanud M3 Yxpauusl {mickMo or 13.01.2004 r.
Ne 4.01. k-ZI-1-10-3565) 6wua paspaboTaHa nporpammi "Po3BHToK
MeMYHO! TeHeTHKH B Yxpaini”, Kyga ObliM BHeceHbl BOIPOCH OTHO-
cuteabHo Buegpenusd peectpa BIIP. B Hactosmwee epems HMEIOTCH
onpegeqetitbie OpraHH2alHCHHbIe GOPMBl PETHCTPAUMK NOSBIAEHNA
Ha CBET JeTell ¢ BPOMASHHBIMM TOpOKaMH paseHTHs |1.9,14,18]

['eyepasbuoe HanpaBJeHHe TeHeTHYeCKOH JIOMOLIM - Npenyn-
pexKeHue, NPoPHIAKTHKA POXAeHHA DONbHEIX feTed. BaknbiM
1BJIAETCH NPelOTEPAlleHHe POXMIEHHT eTeH ¢ THAeNeHIIeH TIoKHs-
HEHHOH NCHXOCOMATHUECKON TaTO0THEH, [PHHOCSIIEH HeHCHHCHH-
Mble Befbl camomy pebesky u ero pouureaaM. o 1970 r. nepeyunas
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npoduAakTUKa HacAeLCTBeHHbIX BoAe3Hed CBOAMJACL K OTKasy OT
poxaeHnsi gereri. CoBpeMeHHBH lporpecc reHeTHKH N MEAHLUHE
MOSBOJAET CBOEBPEMEHHD AMATHOCTHPOBATH, B TOM YHCJE W B NpeHa-
TAJIBHOM TIEPUOLE, 3HMAYUTEABHYIO HacTb BPOXASHHLIX TOPOKOB pas-
BUTHS Y HaCAeiCTBeHHLIY 3aB0MeBaHKli, 2 HEKOTOPRIE H3 HUX sdidek-
THBHO JIeYNTh NPH paHBed AMarHOCTHKe 16,9,13,16,17,19,20].
OcpBoe sHagenne umeeT paHHEN (IPeCHUMITOMHas) AHATHOCTH-
K2 HOCHTeALCTBa MYTAUMH Y KJMMHMHECKH 3AOPOBBIX JMI H2 TPyT-
oo "prcka” (petH, BpathsH, CECTPHI GoMBHEIX), @ TakXKe [IpeHa-
TaJdbHas MMATHOCTHKA, IO3BOJAIONAS TOYHO YCTaHaBAWBATE TeHe-
THHECKHH CTATYC NJIOAa H CBOEBDEMEHHO pellaTh BONMPOC O Ipe-
priBaHnH GepeMennoctu [1,2,4,6,17,20]. las npenaransHoro JHK-
aHANN32 OBLYHO TIPOBOAMTCS GHoncus xopuoda [1,4,5,12,20).
OrpoMHOe UMCAO H3BeCTHBIX Hac/eACTBEHHBIX H XPOMOCOMHBIX
CHHAPOMOB U (ofesHel yyKe He MO3BOJSET BPayaM-KOHCY/IBTaHTaM
paBoTarb 603 CHPABOUHO-FHArHOCTHYECKUX cHCTeM, MexayHapox-
Hoe pHaHaHHe Noay4Ha ascTpammfickasn cuctema POSSUM {Pictures
“of Standard Syndromes and Undiagnosed Malformations). Cyme-
creyeT Mapcenbexan cucTema (Ppanunis), ocHoBaHuas Ha Gase CHM-
ITOMOB M Peayabrarax (yHKuosambHEX npeb. B MockoBekom HHWH
NeIMATPHH H AETCKOH XWPYDIHH CO3AaHa CIpaBOMHO-IHArHOCTHYEC-
xas cucreMa "Jlvared” AJM OUArHOCTHKH reHeTHYeCKH NeTePMUHHPO-
BaHHbIX sabojemanui. OnHa prmouaet Gonee 1500 HachelCTBEHHEIX
Bonesnell B casapomos. [Mout B 80% 3ampocor aTa CHCTEME TTOMO-
raeT 3anMolo3pHTh HO3CJOIHYECKYW HOpMY HacNeACTBEeHHOro 3abo-
mesadus Ha fo Jabopartopuom ypoere, lllupokoe npumeHeHke B Me-
AHKO-FeHeTHYECKOH NPaKTHKe UMelT ABe Haubofee MHOOPMATHBHEIE
6assr namme 1) MIM (Mendelian Inheritance in Man.V.A. McKusik)
- MeHAeJWPYVIOW2R HACAEICTBEHHOCTh YeqoneKa. Katanor colepxuT
Gonee 13 500 craTelt U Ga3a €To eXeHEBHO HONOJHACTCS. B Kara-
Jore NpelcTaBieHhl JaHHbe 0 MONEKYJAPHBIX JeeKrax Npu MeHIe-
JPpYIoNMX 3260/1eBAHHAX, eHeTHUeCKHe KapThl YenoBexa, OnHca-
HUe BCeX KJIACCOB MEHISNAPYIOWMX HapyueHud (ayToCoMHO-A0MH-
HAHTHBIX, AYTOCOMHO-DEIECCHBHEIX, X- W Y-XPOMOCOMHBIX reHoB),
CTIACOK JIUTepaTyphl, TPEAMETHLIA yXaszarTesb. Kamjblil MERAeTHDY-
IOLIHE NPH3HAK HUMEeT UIeCTH3HAYHBIN HOMeD (nanphmep, gennaxe-
rosypust - MIM 26 1600); 2) OMD (Oxiord Medical Database -
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OrchopicKas MeguUMHcKas Ga3a JaHHLIX), KOTOpad uMeeT ABd NOM-
paageaa - JlouaoHekylo 6asy AsHHmx (London Dysmorphology
Database-L.DDB), ekmouanmyio ceefenua Gonee, uem o 2 300 ne-
XPOMOCOMHLIX CHHAPOMOB ¥ JIOHAOHCKYIO HeAporeHeTHuecKylo Gasy
nasunx (London Neurogenetics Database-LDDB), conepxainyio
cpenenus Gosee, yem o 2 200 HacmeacTReHBRIX 2abo/eBanMsX LeHT-
panLHON M neprpepuueckoll HepBHol cucremsr [2,6,9].

FeHeTHueCcKWH CKPHHUHE ABJSETCA OAHOH K2 PasHOBHAHOCTEH
MONYASLHOHHOFO CKPHHHHTA, KOTOPBH [WHPOKO HCIMOMB3YeTCA B
IpaKTHUeCKOM 3ApaBcoxpateHHH (pmcoporpadus, MPOPHIAKTH-
yeckoe OBCIeLOBaHHEe BCEeX MXEHUIHH ANA oOHapyXeHUs paniMX
CTajink PaKa MOJOHHOH melie3bl H 1.2.}). Tlo Mepe yray6aenus
NMpefcTABJAeHUH O NPHPOAE HacJeACTBeHHbiX 3afonesadvH, BO3-
MOMHOCTH IIPAKTHRECKOro 3ADABOOXPAHEHUS PacIIHMPUIHCL H B
3ToH 06aacTH. JIns BHIABAEHUA JedeKTa B chyuae, KOraa BO3IMOX-
HO JeueHHe WAH NPOQHAAKTHYeCKHe Mepbl, paspafioTaHbl nporpam:
Mbi O6H33TeNBHOTO O6CAeA0BAHUA BCEX HOBOPOXIEHHBIX B NOMY-
JSLHH ¢ BRICOKOH YacToTON aHOMaAbHOTO TeHa. T eHeTHIECKHH CKPH-
HUHT MOMHO OMpPEeIe]HTh Kak BRIABAEHHe B TIONYJIALMH JHL C onpeae-
JeHHLIM TeHOTHIIOM, KaTophill obyciaBanBaeT 3abosieBanne HiH TIDeS:
pacrionaraeT K ero BosHuKHoserHio [12]. B meapimrckon renerHke B
HACTOALEe BPEMS HCTIONBIVKITCS CACHYIOLIHe BMIE I'eHeTHYEeCKOTo
CKPUHKHTE: 1)} NOMYJALMOHHBIE CKPHHHHI HOBOPOPKAEHHBIX AAs Jede-
HHS HEKOTOPLIX HacJefCTEeHRLX OodesHell ofmera peulecTs (DeHHT
KETOHYDH$I, THIOTHPeos, TANaKTO3eMHUSA, MyKOBUCUMIOS, afpeHoTeHy
TanbHBIA CHHRPOM); 2) NpeHATANBHBE MOMYASLHOHKLIH CKPHHUHT (He-
YHBa3WBHBI ¥ UHBA3HBHBLIA) XPOMOCOMHbIX aeppalmil U JietheKTOB
HepBHOH TpYGKM; 3) TOMYJISUMOHHEIY CKPHHMHL T€T€POSHIOTHOMO HO-
CHTeNbCTBA FeHOB HEKOTOPHIX HACTeICTBEHHLIX 3360eBaHMM, HACTbLX
B Tex MOTYAALMAX, e OpraHH3yeTcsl CKPHHMHT, (6onezun Beppguwra-
Fodhmana, Muokctpodust iomenka, cubapoM MapThHa-beana, Ta-
NAacceMHs M Ap.), UTO TIO3BOJSET TPOBOMMTb PEHETHHECKOE KOHCY/b
THpOBaHME H JaBopaToOPHYI0 AHATHOCTHKY O POXAEHHS BOOJBHOTO
pebeHKa WM MaHyecTailyy 3abo/ieBanuns 15,12,22].

TepeTHUecKHA MOHWTOPHHT - cHcTema HabJiofeHHs 33 COCTOSHM-
eM TeHodoHga TIONYAALMH, KOTOPAR jaeT BO3MOMXHOCTH ONEHUBATH
MYTALMOHHLI [POLECC W NPOTHO3UPOBATL €ro HaMeHenus. (iHa M3
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OCHOBHBLIX 32[a4 MOHWTODHRIA - R3y4YeHHe CNeKTpa HachelCTBeHHOW
¥ BPOXAEHHOW NaTONOFHY, TIOHCK M YTOUHEHHEe 3THOJOTHYECKHX
MOMEHTOB (KaK FeHeTHYECKHX, TaK W (aKTOpoB OKPYKAIOUIEH cpe-
obi). FeHeTuuecKHH MOHHTOPMHI BDOMKAEHHBIX JedeKTOB PasBUTHS
MO3BOASIET YCTAHOBHTE YaCTOTY 3200M8BaHKIA 3TOU TPYIIIEL, HX CTPYK-
TYDY M Tpraunsl (xpoMocoMmHble fedeKThl, TePATOTEHHOe BAMsHUE).
TlpunrMas BO BHMMaHKe ONbIT EBPONEHCKHMX €TpaH, I MOHWTOPHH-
roBele perscTphl Benyrtest Gonbine 30 seT, ¥ cornacHo Mexayhapon-
HOW CTaTWCTHYECKOH KaaccHdHKauuy 6onesHeid 10 mepecmorpa, mpH-
uaton BO3, pervctp ao/pKeH BRAOMATD He MeHee 30 HozoJoruHec-
KMX efMHHI, 4 TalKe XxpomocoMHyio matodornio (cuHapom Hayka,
Tlaray, Dxsapaca) 1 MBIP [1,4,89,18,19,22].

YuuTtpisan nmpodUNaKTHUecKoe RaiipabJeHHe paboTH TeHeTH-
YeCKOro MOHUTODPUHTA, a Tak:e TO, HTO, 10 COBPEMEHHLM B3I/f-
JaM, 3HAYUTENLHYI HacTb TEHETHYECKOH NaToJIOTHH MOMHO IIpe-
AYTIPEJHTh ITyTeM TIepBHYHOH ¥ BTOPUYHON [POQHIAKTHKE, 1N0Jb3a
OT BHeAPEeHHSA TAKHX CUCTEM HE BHI3HIBAET COMHEHHA.
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Peziome

Fepmanon B.T., Anuynosa B.B. Cicmenma enidemioao2iunoec cnoc-
Mmepesern CeHeMUHOL NAMOAC2l 8 NoNnyAAUISX AFO0UHY, _

KoMniexcHi MporpaMi TeHETHIHOIO MOHHTOPHHTY, BHKOPHCTaHHS LUBLIHEA-
KOBO-IMATHOCTHYHHX CHCTEM 3 METOK BUSBACHHA eReTHYHO AETEPMHHOBAHMX
3AXBOPIOBAHD, /A€ MOKJIMBHCTD CBOEUACHO AHATHOCTYBATH, TaKOX | y TIpEHa-
TAMLHOM Tiepiofi, 3HaUHY YacTHHY BPORXEHHX Bal POSBHTKY Ta CNAfNKOBHX
8aXBOPIOBAHD, 2 ALfKI 3 HHX, 3 YMOB DAaHHLO0! IMATHOCTHEH, edeKTHEHO JIKYRa-
TH. Bpaxosyound npodifiakTHUHE HATPABJIEHHR pOOOTH FEHETHYHOTO MOHUTO-
PHHTY, 8 TAKOK Te, 10, 33 CyYACHHMH NOMMANAMY, 3HAYHY JaCTHHY TeHeTHY-
HOT maTosor{l MOXHO TIOTICPENHTH UIISIXOM [IePBUHHOT Ta BTOPUHEOL ITpodinax-
THRMY, NIOJb3a BlA BIPOBATAKEHHR TAKHX CHCTEM HE BU3UBa CYMHIBY.

Kuarovogi croBa: TeHETRIHAR I MOHHTODHHT, enijeMioIorHYHe crocTepe-
WEHHS, TeHeTHYHA NATO/OrIS, TeReTHYHUE CKPHHMHT, A0BIAHAKORO- 11 arHo-
CTHYHI CHCTEMH, FeHeTHHA J0TOMOTa.

Pesrome

Tepmanos B.T., Auuynoga B.B. Cucmena snulemuosocusecko2o na-
6Ar00eHIU R 2eHemUYBeCKOL RAMOADZUN 8 NONYAAKUAX 1er08EKaA.

KoMmiekcHHE HpOrpaMMbl TeHETHYECKOTO MOHRTOPHHTE, HCIIOANL30BE-
HUe CAPAROUHO-EHATHOCTHYCCKHX CHCTeM JUIS BbIAB/ICHHSA FeReTHHECKH 1e-
TEPMUEUPOBAHEBIX 3a2604¢BaHHA, [103BOJseT CBOEBPEMEHHC AWarHoCTHPO-
BaTh, B TOM YHCHE H B MPEHATAALHOM NEPHOAE, SHAYHTRALRYID HaCTh BPOXK-
ACHUBIX TIOPOKOB PasBHTHA U HAcAeACTBEHHLIX 3200/€BaHMH, 8 HEKOTOPbIE
U3 BUX 3(DEKTHBHO NeYnTh IPH paHHeR JMArHOCTHRE, YUHTHIEAA POQH-
JaKTHYECKOe Hanpas/ieHne paGoThl FeHeTHYRCKOTO MOHHTODHUELE, 4 TAKKe
TO, YTO, 110 COBPEMEHHEIM BaMAfNaM, SHZUHTEABHYI0 YACTh TeHeTHYECKOH
MATOJOIHY MOXKHO HpPeAYNpeIUTh MyTeM NEPEHUHOR W BTODHYHOH NpogH-
JAKTHEN, TOAL3A OT BHEAPEHHT TAKUX CHCTEM He BblShIBAST COMHEHMA.

Karouespre croBa; reHeTHYECKOR MOBATOPUAT, STIHEEMHOAOIHYECKOE
HAGHIDNeIIHE, reHeTHYeCKad NaTONOrH, reHeTHYPCKRI CKPHHHHF, CNIpaBoy-
HOAHAMHGCTHYECKHE CHCTEMDL, FEHe THYECKAA NIOMOLIE.

Sumimary

Germanov V.T., Antsupova V.V. The system of epidemiological
observation of genetic disease in kuman populations. _

Complex genetic monitoring program, the use of reference and diagnostic
systems to detect genetically determined disease, allows diagnosis for
timely, including the prenatal period, a signilicant part of congenital
malformations and hereditary diseases, and some of them are effectively
treated when diagnosed earty. Taking the preventive direction of genetic
monitoring into consideration, as well as the faet that, according 1o
modern ideas, a significant part of genelic diseases can be prevenied
through primary and secondary prevention, the benefits of such systems
is not in doubt.

Key words: genetic monitoring, epidemiological surveiltance, genetic
abnormality, genetic screening, reference and diagnostic systems, genetic
support.
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