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BeepeHue

Pacummdposka reHoma uesioBeka, 3aBepuimsiuasicss B uioHe 2000 r.
CO30aHUEM «4epHOBOro», a B arnpese 2003 r. oKoHYaTEIbHOrO BapuaHTa
BCEH 110CAe10BaTe/IbHOCTHU THraHTCKOM (3,3 10° nap HyKJIEOTHUIOB) MO-
nexynol JIHK, npeacrasnsier co6oit He TOJIbKO OrPOMHBII BKJIa reHe-
TUKH B PyHOAMEHTAJIbHbIE HAYKU O YeJIOBEKE, HO U SIBWJIaCh pellaro-
LLEH MPEANOChITKOM K BO3HMKHOBEHHUIO HOBOTO HaYYHO-TMPAKTHYECKOrO
HarpasieHUsl — MOJIEKYJISIPHOM MEAMIIMHBI.

[Tocnen 010 MOXKHO ONPesenUTh KaK MEIULMHY, B KOTOPO# Kapau-
HaJIbHbIE MPODJIEMbI TPAKTUYECKOIO 3APABOOXPAHEHUSI, CBSI3aHHBIE C IU-
arHoCTUKOM, Mpo(hUNaKTUKOM, TeueHreM HaceICTBEHHbIX U Hauboee
PacrpoCTpaHEeHHbIX MYILTH(AKTOpUAIbHBIX O0Je3HEH (cepaeYHO-COCyIu-
cThie 3a0o0/eBaHust, AMabeT, pa3iMuHbie OMYXOJU U JIP.) peluarTcs Ha
MOJIEKYJIIPHOM YPOBHE € UCTOIb30BaHUEM HYKIeMHOBBIX Kucaot (JHK,
PHK) u npoayxros mnx akcnipeccuu (6enkoB) [1, 2]. OcHoBy MeTOI0IO-
TUN MOJIEKYJISIPHO#M MEIMUMHBI COCTABMISIIOT COBPEMEHHbIE MpeICTaBIe-
HUSI O CTPYKTYpe reHoMa YeioBeka, ero reHax, ux (QyHKUHOHATbHBIX
B3aMMOAEHCTBUAX, O TAK Ha3bIBAEMbIX F€HHBIX CETSAX — reHHbIX aHCaMO-
JIs1X, 00ecrneyuBaloLIMX Te WU MHbIe HYHKLMU OpraHu3Ma win Mmopdo-
reHeTnyeckue npoueccol [3]. BHeapeHue MONeKyIsIpHO| MEAMLMHBI B
NPAaKTUYECKOE 3/1paBOOXPaHEHUE HACTOATE/IbHO TPeOYyeT OBMadCHMs 3HaA-
HUAMU MOJIEKY/ISIPHON OHMOJIOTUU U TEHETUKM HE TOIBKO YyUeHbIMH BCEX
pa3lesIoB MEAMLIMHCKOI HAyKH, HO U BpauaMH Pa3HbIX CITeLIMATbHOCTEMH,
opraHusaTopamu 3apaBooxpaHeHusi. Ee riaBHble OTIMYUTE IbHBIE OCOOEH-
HOCTH — NpodUaaKTUIecKas HanpaBieHHOCTb U MHAMBUAYATbHOCTD,
TO €CTh OPUEHTALIMS HA KOHKPETHOTO YyeioBeKa [4].

Hpem'l KTWBHaas MeguUWHa

[Tpencrasisier coboit 0AHO U3 HANPABIEHU I MOJIEKYJIIPHON MEIH-
LIMHbI, OCHOBAHHOE Ha pe3yJibTaTax U MeToaax paciinpoBKU reHoMa
YeJI0BEKA, KOTOPbIE MO3BOJISIIOT BBISIBIATD JIIOEH C MOBBILIEHHOI YYB-
CTBUTEIBHOCTHIO K TOMY WJIH MHOMY 3a00JIeBaHMIO, aleKBATHO UHTEP-
MPETUPOBATH MOJYYEHHBIE PE3Y/IbTaThl U Pa3pabaThiBaTh HA OCHOBAHUHU
MOJYYEHHbIX JaHHbIX 3(D(EKTUBHBIE CXEMbI HHAMBUIYAJIBHOM POQH-
JTAKTUKH U JIEYEHUS.

CocTaByieHUe «reHHOI CeTH» Kaxaoro 3abosieBaHus, MaeHTUDUKA-
LIMSt B HEil «IJIaBHbIX» U «BCIIOMOTATEIbHBIX» TEHOB, aHaJIN3 accouua-
LM UX NOIUMOP(HU3MOB ¢ KOHKPETHBIM 3a00/IeBaHUEM, pa3paboTKa Ha
3TOi OCHOBE KOMILIEKCA MPOMUIAKTUIECKUX MEPOTTPUSITHIH 11 KOHK-
PETHOTO MaLMEHTa COCTABIAIOT CTPATErHYECKYIO OCHOBY MPEAUKTUBHOM
MeauuuHb [1, 3].

CrnipaBe/UTMBOCTH pajii HEOOXOAMMO OTMETHTD, YTO BIiepBble TEPMUH
«MPEAMKTUBHAs MEAULIMHA» ObLI NPUMEHEH ellie 25 NIeT Ha3az 1aypeaToM
Ho6enesckoit npemun K. [locce, npo3opauBo yragaBLiiM acCOLMALIMIO
orpe/ie/IeHHbIX AHTUTEHOB [JIABHOTO KOMIUIeKca ructocoBmectimoctd HLA
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C HEKOTOPBIMU YacThiMu 3a0oneBaHusMu. O1HAKO pe-
AJIbHO BTOPOE POXKIECHUE NMPEAUKTUBHON MEANLIMHbI
MPOMCXOIMT TOJBLKO Ceiyvac, Koria yxe paciuudgpo-
BaHA MOJICKYJISIPHAsI CTPYKTYpa He TOJLKO KOMIUIeKca
HLA, HO ¥ MHOTHX ThICSY APYTUX FEHOB YEJIOBEKA.

YCTaHOoBIEHO, YTO MPAKTUUYECKH BCE I'eHbl Yes10-
BEKa MMEIOT B CBOEN CTPYKTYpE MOJIEKYISAPHbIE OT-
auuns (noauMopguaMsl), NPUBOASILLIME K CUHTE3Y
0Oe/IKOB ¢ HECKOJIBKO U3MEHEHHBIMU CTPYKTYPHBIMHU
1 (QYHKLMOHATBHBIMU XapakTepucTukamu. Tectupo-
BaHWe QYHKLUMOHAILHBIX NMOJIMMOP(U3IMOB pasiny-
HBIX TEHOB Y€/JOBEKA, BOBJIEUYEHHBIX B I'€HHYIO CETh
TOr0 WiKW MHOTO MynbTudakropHoro 3abonesaHusl,
COCTARMSIET MONEKY/ISIPHYIO OCHOBY MPEIUKTUBHOI Me-
autiHb [ 2], Kaxapiit 4enoBeK reHeTHYeCKH HeroB-
TOPMM M, COOTBETCTBEHHO, /U1l KOXIOTO Yen0BeKa
XapakTepeH CBOI YHUKAJIBHbBII OMOXMMUYECKHUI MOp-
tpeT. MMeHHO ero ocobGeHHOCTH TIpelonpeiessiior
BPOXJIEHHYIO TIPEAPACTIONOXEHHOCTD YeJIOBEKa K TEM
WK MHbLIM 3abonesaHusaM. bonesun seiOMpaloT Hac
elle 10 Halllero poxueHust [S).

Tectupyst nomMopdu3Mbl T€HOB, BBISICHSIST CHITb-
Hble WK clabble 3BeHbsI CBOETO TEHOMA, Mbl MOXKEM
V3HaTh KaKasi MaToJorusl U ¢ Kakoil BepOsITHOCTBIO
0XH1AeT KaX10Tro U3 Hac B OyayuieM. ABTOp 3HaMe-
HUTOIH MOIE/N ABYXCMUpanbHO Monekyabl JJHK na-
ypear Hobenerckoit npemuu [1. /1. YorcoH Tak oGpa3s-
HO BBIPA3WJ 3TY MBICIL. «bbIIo NPUHSATO CYUTATD,
4yTO Halla cyapda B HalMx 3Be3aax. OaHako Tenepb
Mbl TOUHO 3HaeM, YTO OHa 3aMucaHa B HALLIUX FeHAX».
TecTupysi TeHbl, Mbl MOXEM 3arJISIHYTh B HaLLY CYIb-
6y, OLIeHUTD ciabblie U CHIbHBIE CTOPOHBI CBOETO 3/10-
poBbsi. BaxkHO, 01HAKO, MOAYEPKHYTh, YTO TEHETH-
YyecKoe TeCTMPOBAHME MaeT BO3MOXHOCTb TOJIbKO
BbISIBUTH UMEIOLLIMECH B TeHOMe TeH/IeHIIUU K pa3Bu-
THUIO OyIy1mx 60/e3Heil, MOBBILLEHHYO YYBCTBUTE b~
HOCTb 4eJIOBEKa K TeM WJIM MHBIM 3200JIeBAHUSIM, HO
HEe CTABMT OKOHYATE/NbHBIM AMarHo3. Tem He MeHee
3T0i MHpOpPMAaLIMKM A0CTATOYHO, YTOObI, UCXOAS U3
COBPEMEHHOIO BpauyebHOTO OMbITa, HAMETUTD TIYTH
UX paHHel NpoUIaKkTHKH.

[eHeTHUYeCKOe TECTMPOBAHHUE HACJIeACTBEHHOU
MPEAPACTIONOXEHHOCTH yXe J0CTAaTOYHO ILIMPOKO
MIPAKTUKYETCS BO MHOTHX YACTHBIX JJAOOPaTOpHSIX U
JIMAarHOCTHUECKMX LeHTpax 3anaaHoit EBporbl 1 Ame-
puku. Coznansl DonbliMe kopriopanuu tuna Myriad
Genetics (CIIIA) Genogense Diagnostics(ABcTpus),
Syona (BenukoOGputaHusi) 1Mo rmpou3BoJCTBY COOT-
BETCTBYIOLIMX IMATHOCTHKYMOB M TECTHPOBaHHIO 00-
pa3LoB, MPUCIAHHbIX MO noyTe. ['eHeTHYeckKoe Tec-
TUPOBaHME B LENSIX BbISBICHUS HACIEACTBEHHOI
MpepacrioNoXKEHHOCTHU K pa3TUyHbIM MyJIbTU(hAKTO-
puanbHbIM 60ne3HIM B POcCHM TONBKO HAaYMHAETCA
M MOKa COCPenoTOYeHO JIMILbL B €AMHNYHBIX JJabopa-
topusax Cankr-Ilerepbypra, Mockssl, Ydsi, Tomc-
ka u Hosocubupcka. Crnimcok Oosie3Heil ¢ Hacnen-

CTBEHHON NPEAPACIONONKEHHOCTBIO, U1 KOTOPBIX YXKe
peanbHO reHeTHyeckoe tectupobanune B Caukr-Ile-
TepOypre, npuBeaeH B tada. 1. B o6uueit cnoxuoctu
OH BKIOuaer Oosee 25 HO30J0THM, B TOM YMUCHE U
TaKHe pacnpocTpaHeHHbIe, KaK UILeMUYecKasi DOlIe3Hb
cepiaua, caxapHblii anaber, runepToHusl, pak Mo-
JIOYHOI XeNe3bl, paK JIErKOro, paK NpeacTaTelbHOi
XKeJie3bl, HAapKOMaHMs, OpOHXHanbHas acTMa, 0CcTeo-
Mopo3 U HEKOTOpPbIE JIPYTHE,

leHbl cuCcTeMbl AeTOKCUKaLUUKU

Jlerpanaums u BoiBeeHHE M3 OpraH13Ma BCeX MHO-
POIHBIX BELIECTB (KCEHOOMOTUKOB), BKITIOYas JieKap-
CTBEHHBIC TIMpENapaTbl, OCYLUECTBIAAIOTCH CHUCTEMON
0CcoOBIX TEHOB — TeHOB MeTabo/Iu3Ma, paHee Ha3bl-
BAEMBIX T€HAMM NETOKCUKALMU M JaXe reHamu
«BHeLLUHelt cpeab» [1].

WMMEHHO 3TU reHbl, TOYHee X noauMopdHbie Ba-
PHAHTBI, OMPENENSIIOT MHANBUIYAIbHbBIE 0COBEHHOC-
TH peakillMK OPraHM3Ma Ha pas3inyHble XUMHUYECKHe
Mpenaparbl ¥ MULLEBbIE NPOAYKTHI. ['eHeTHYecKue mo-
JMMOPMU3MBI (MYTALIMM), KOTOPbIE TPUBOAAT K 10JI-
HOMY OTCYTCTBHUIO COOTBETCTBYIOLLETO Desika 1ubo K
NOSIBIEHMIO (DEPMEHTOB ¢ U3MEHEHHOI, KaK MpaBu-
J10, Gojiee HU3KOW, YeM B HOpME, AKTUBHOCTBIO, U
SBJSIIOTCS MPUYUHON BbIPAKEHHON MHANBUIYATLHOM
BapHabe/IbHOCTH PeakLIMK OPraHu3Ma Ha JIeKapCTBEH-
HblE MPENaparkl, MPOMbILUIEHHbIE 3arPA3HEHUSI, CEJlb-
CKOXO3$IMCTBEHHBIE S0bl U M.

MHorouneieHHbIe MUAEMHOIOTUYECKUE HCCIIEN0-
BaHU$ YKa3blBalOT Ha TO, YTO MPaKTUYECKH BCE LIN-
POKO pacnpocTpaHeHHble 3abosieBaHus, BKJIIOYAs Mo-
4t 90 % Bcex pakoB, B TOI WK MHOI Mepe CBsI3aHbl
¢ HeOAronpUsATHBIMU BHEIUHUMU (haKTOPaMu, Cpean
KOTOPbIX BUIHOE MECTO MPUHALIEKHUT KYPEHUIO W
[TPOIYKTaM NUTaHusA. PaznuuHbie XMMUYECKUE TOKCHU -
Hbl, BO3IEHCTBYS Ha OPraHU3M, MOIYT TTPOBOLIKPO-
BaTh Haua10 3TUX 3abo0neBaHuil. ['eHbl, TeTepMUHUPY-
IOLIME PeakUUio OpraHu3Ma Ha KaHLEepOreHbl W
9K30TOKCUHBI, KOAMPYIOT OE/IKM, KOTOpPbIE MO-pa3-
HOMY B3aUMOIEHCTBYIOT ¢ KaHueporeHamu. [Toaromy
B 3dBUCMMOCTH OT 0CODEHHOCTE reHOMa pa3jiniHbie
WUHAMBUIYYMbI MOTYT COXPAHSTh YCTOHYMBOCTD MITH,
HaobopOT, 0OHAPYKMBATH MOBbILLIEHHYIO YYBCTBUTE b~
HOCTb K 3TUM MOBPEXAAIOLINM areHTam [1].

BonblMHCTBO KCeHOOMOTHKOB, Monanast B opra-
HU3M, HE OKa3bIBAET MPAMOTro OMonoruyeckoro a¢-
(bekTa, HO BHaYasIe MOABEPraeTCs pa3iudHbIM Mpe-
BpaLIeHUAM, Tak Ha3biBaeMoil GuoTpaHchopmau.
buotpancdopmalins KceHOOMOTHKOB 3aBepLIAeTCs UX
BbIBEAEHUEM 13 opraHusma. Kak npasuio, oHa npemn-
cTaB/IsieT coDOil MHOTOCTYMEHYATBIN, «KacKaHblil»
NpoLece, B KOTOPOM OHOBPEMEHHO WM MooYepe-
HO YYaCTBYIOT MHOTMe (DepMEHTHI 1eTOKCHKaLuu. B
Haubonee TMIMMYHOM BapuaHTe buorpanchopmanms
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CaMbIX Pa3HbIX KCEHOOMOTHKOB MpeE/CTaB/IeHa Tpex-
JTArHbIM MPOLIECCOM, BKITIOHAIOLLIMM aKTUBALIMIO ((hasa
1), netokcukauuio (dbaza 2) u BoieseHue (pasa 3).

['eHbl, KOAUpPYIOLLKME hepMEHTHI 1IETOKCUKALIUH,
XapaKTepU3YyIOTCsl 3HAYUTETbHBIM MOJUMOPGHU3MOM
MEePBUUHON MOJIEKYJIIPHOI CTPYKTYPbI, 0OHAPYXH-
BalOT CYLLECTBEHHbIE MOMY/ISILIMOHHbIE, 3THUYECKHE
1 PACOBbIE BAPUALIMM, CBSI3AHHBIEC C UCTOPUYECKMUMHU
CI0OKMBLLIMMMCS TPALMLIMSIMHU, PA3TUYMAMU NMPOLYK-
TOB MUTaHUs, reorpaduueckoit cpeibl 0OMTaAHUS,
IMUIEMUIMU HHPEKIMOHHBIX 3a00/1eBaHUH U TIP.

Pick Kaxkmoro 3adofieBaHUsI WIK NMaTOJIOTMYECKO-
r0 COCTOSIHUSI BO3pACTaeT Mpu HeDAArONpUsITHBIX CO-
yeTaHUsIX (DYHKUMOHAJIBHO HEIMOJHOLIEHHbIX BapUaH-
TOB HECKOJIBKHX T€HOB, obecrnevynBaloIInX pa3HbIC
(ha3bl AeTOKCUKAUUU. DTO MO3BOJSIET OOBEIMHHUTD UX
B rpyMbl, HaubOEe MOMHO HA CETOAHSALLUHWIA IeHb
XapakTepu3yloll1e 1naroreHes Toro Ujiu MHOro 3a-
GoneBaHusi. TUMUYHBIMU NpeacTaBUTENSIMU (a3l |
SIBJISIIOTCSA T€Hbl CUCTEM LIMTOXPOMOB M I'M/pOJia3,
(a3bl 2 — reHbl ceMeiicTBa TpaHcdepas (rioTaTH-
oH-TpaHchepassbl, cynbhaHuI-TpaHcdepasbl, aUeTHI-
TpaHcdepasbl M ap.).

MHorue yactble 3a00/1eBaHUS MPOBOLMPYIOTCS He-
B1aronpHATHLIMU COYETAHUSIMU '€HOB JETOKCUKALIMM,
TOYHEE HAJIMUMEM B OpraHru3Me (hyHKLIMOHAIBHO He-
MOJIHOLEHHBIX BAPUAHTOB 3TUX F€HOB, KOTOPbIE TIPH-
BOIAT K CHHTE3Y M3JHUILIHE aKTUBHbIX WK, HA000-
poT, UTO BCTpevaercs uaile, (pyHKIUHUOHANBHO
ocnabneHHbiX GOpM TaKUX (hepMEHTOB.

Pojib reHOB CHCTEMbI IETOKCUKALIMK B ITPOBOKa-
LIMM HEKOTOPBIX pacnpocTpaHeHHbIX O0e3Hel, B TOM
yMclie U B aKylIEPCKO-IMHEKOJIOrMYeCcKON MaToJio-
MM, NOAPOOHO KU3yyaeTcs B 1abopaTopusiX aBTOPOB
yKe B Te4eHue MHorux jiet. PaccMoTpMM OCHOBHbIE
pe3yJibTaThl 3TUX UCCIIEIOBAHUIA.

3abonesaHusi, acCOLlUMpPOBaHHbIe
¢ nonuMop@dHLIMU BapuaHTaMu reHoB
CUCTeMbl AEeTOKCUKaLUU

DHIOMETPHO3 — OIHO U3 HauboJiee pacnpocTpa-
HEHHBIX XeHCKHX 3a00/1eBaHUit, KOTOPBIM CTPANalOT
ot 10 10 55 % Bcex xeH1nH. [ToMUMO BbIpaXXEHHOIO
BoneBoro cuHapoMa, 60E3Hb HE PEJIKO BEeT K ec-
MJIOAMIO M MOXET OCIOXKHSATBCS 3/10Ka4eCTBEHHBIM
nepepoXaeHHeM SKTOMMYECKH PACTONOXKEHHBIX OCT-
POBKOB A€LMIyaTbHOM TKaHU. B cepumn ncciienoBaHmi
HaMu ObUIO YCTAHOBJIEHO, YTO IHAOMETPUO3 yallle
pasBUBAETCH Y JKEHIUUH C HYJEBbIMU @LIEJbHBIMU
BapuaHTaMM reHoB 2-it (ha3bl IETOKCHKALIMM TTI0Ta-
toH-tpaHcdepasst M1 u T1 (GSTMI 0/0 u
GSTT10/0) B couetaHuu ¢ mewieHHo# hopmoit N-
auernnrpaHcdepassl (NAT-2). Baxno OTMETHTD, YTO
B OTE/IbHOCTH MOJOKUTEIbHYIO ACCOLIMUALIMIO C IH-
JIOMETPUO30M OOHAPYKMBAJ TOJIBKO HYJIEBOIT Bapu-

aHt reda GSTI1. Bmecte ¢ TeM npu cOYETAHUU B FEHO-
THIIE XKeHILMHbI (PYHKLIMOHATbHO HEITOJIHOLIEHHBIX aJl-
Jiene cpasy JABYX paziMYHBIX FeHOB MeTadosM3Ma
GSTT1 u GSTMI wm GSTT1 u NAT2, BeposTt-
HOCTBb 60J1e3HM BospacTaeT B 4 1 gaxe B 10 pa3 coot-
BeTcTBeHO [6]. JasibHeitme uccieoBaHus MOKa3au,
YTO XKEHILMHBI C HEOIArONPUSATHLIM B OTHOLLIEHUH 3H-
JIOMETPUO03a TEHOTHITOM HE TOJILKO MMEIOT D0JibLue
1IaHCOB 3a00J1€Th, HO JIeYEHHUE TAKMX JKEHIUMH C 110~
MOILIBIO TOPMOHATBHBIX M MMMYHOMOJIYJIMPYIOLLIMX ITpe-
1apaToB 3HAYUTENLHO MeHee 3hdeKTHBHO, YeM DOJIb-
HBIX C HOPMATbHBIMM BaPUAHTAMM ITHX Xe reHOB [7].

Takum obpaszom, TecTupoBaHUe reHoB dasbi 2
cuctembl getokcukauuu GSTMI1,GSTT1 u NAT2
MOXET pacCMaTpPUBaTBLCH HE TOJBKO KaK METO Bbl-
SIBJIEHUS JKEHLUWH C HACJEICTBEHHOM MPeapacriono-
KEHHOCTBIO K 9TOMY TsiKeJoMy 3aD0ieBaHUIO, HO
M KaK MeToJ MpPOTHO3UPOBAaHUS Pe3ybTaToB -
(heKTUBHOCTH rOPMOHOTEPATTUU U BbIpabOOTKH CTpa-
TErMyu MeITMKaMEHTO3HOM Teparnmy.

Beicoko nocToBepHas koppensims QyHKIMOHATb-
HO HeOIaroNpUATHBIX a/Ule/ieid TeHOB 1eTOKCUKALIUU
(GSTM1, GSTTI) ycrtaHoB/IeHa HAMU W B OTHOLLIE-
HUM TAKUX TSOKeNbIX 3a001eBaHK, KaK OpOHXMAlb-
Hast acT™a [8] u TsoKeNbIi XpoHUYeCKuit OpoHxUT [9].
Tak, coueranue Hynesbix reHoTunos reHoB GSTT-1
U GSTM-1 cpenu GOJIbHBIX ATOMUYECKON GPOHXU-
aJIbHOIT acTMOI BCTpevaeTcs B 4 pasa vallle, YeM B
cpeaHeM y Hacenernus CeBepo-3anaaHoro perioHa
Poccun. Kak mokasblBalOT HalLM MCCIEIOBAHMSA, PUCK
3ab0s1eTh OPOHXUATBHON ACTMOM Y JIMLL C TEHOTHITOM
GSTM10/0—GSTT1 0/0 moutu B 7 pa3 Bbille, YeM
B CpeIHEM B Monynsuuu. Hanuuue cTonb BHICOKOI
MOJIOKMTEIBHOWM KOPPEJSILIMM OTKPBIBAaeT peasibHbIE
BO3MOXKHOCTH LIS TIPEAMKTHBHOIO TECTUPOBAHUSI 3TOTO
3aboneBaHus y ieTeil B CeMbsiX BbICOKOTO pucka. PaH-
Hee TOCUMINTOMATH4YeCKOEe BbIBIEHHUS TAKUX HOCH-
TeNENH OTKPBIBAET LUMPOKUE TEPCNEeKTUBLI sl (-
(GekTUuBHOU MNMpoGHIAKTUKH 3TOr0 THAXKEIOTO
3a00/1eBAHUS.

Haiuu HabmoneHust Takske MoKasbiBaloT, YTO cove-
TaHUE B TEHOME Cpa3y HECKOJIbKUX HYJIEBbIX a/Ule/b-
HbiX BapuaHtoB GSTM10/0; GSTTI1 0/0 ¢ mMemneH-
Hoi1 (hopMOii TUTalieHTApHOM MTFOTaTUOH-TpaHCdepasbl
(GSTPi) Bctpevaercst B 3 pasza yalle y KEHILIMH ¢
IIPUBBIYHBIM HEBbIHALUIMBAHUEM, KOTOPBIM CTPAIaloT
10—25 % Bcex xenwuun [10]. Tloatomy y Gecron-
HBIX CYIIPYKECKMX TTap, CTpalarolinX NMPUBbIYHBIM
HEeBbIHALLMBAHUEM, Lie7Ieco00pa3HO HapsIy C APYTU-
MU J1abOpaTOPHBIMU U KIIMHUYECKUMU TECTAMMU NTPO-
BOOMTD aHAJIN3 A/UIeJIbHBIX BADUAHTOB F€HOB CUCTE-
Mbl IETOKCUKALIUK.

MurepecHo, yTo nomMMopdu3M reHa ruiaueHTap-
HOIi (hopmel rmoTaTHoH-TpaHcdepassl (GSTPI), co-
TACHO HAalIMM HaOIIoaeHUAM, OOHAPYXMBAET MOJO0-
XKMTEJIbHYIO ACCOLIMALIMIO HE TOJIBKO C TPUBBIUHBIM
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HEBbIHAUIMBAHMEM, HO M C pa3BUTHEM recto3oB. Ha-
PSULY € APYTUMM F€HAMM, COCTARMSIOIIMMHA TEHHYIO
ceThb 2TOM Tskenoi akyiuepckoit naronoruu (ACE,
eNOS, PLAT, PAI-1, TNF-a), ero uenecoodpasto
TECTUPOBATH VTS BbISIBJICHUS JKEHILWH TPYIIN MOBbI-
1IIEHHOTO PUCKA recTo3a.

YCTaHOBIEHO, UYTO Y KYPHJIBILUKOB C JAeJIelsIMi
B reHax GSTMI1 u GSTTI u, Kak cneacrsue, c
OTCYTCTBMEM 3THUX (PEPMEHTOB, PUCK 3aboseTh pa-
KOM JIETKMUX TTPUMEPHO B 3 pas3a Bblllie MO CpaBHe-
HUIO ¢ Kypuiblinkamu 6e3 neduumra 3tux dep-
MEHTOB. Y HUX JKe MoUTH B 4 pasa Bbillie PUCK LIMPpO3a
neyeHu Ha QpoHe ynorpedneHus ankoronst. Eule pbilie
(noutn B 20 pa3) puckK paka MOJIOYHON Xejesbl y
Kypsitumx keHwmH ¢ gechuumrom GSTMI u men-
neHHoit opmbl N-auernnrpaHcedepassl (NAT-2).

Bce 211 HabnoaeHNsI CBUAETENLCTBYIOT O TOM,
4TO (DaKTOPbI BHELLHEH CPelbl UTPAIOT BAXHYIO POJib
B 3THOJIOrMH TAKUX YACTBIX COLLMAIBHO 3HAYMMBbIX
3a00JieBaHWI, KaK HI0OMETPHO3, reCTO3bl, XPOHM-
YeCKHIl OOTYPAaLMOHHBIIH OPOHXHUT M MPUBBIYHOE
HEBbIHALLIMBAHUE, LUMPPO3 MEUEHM, paK JIETKUX U
MOJIOUHOIT Kee3bl. TeCTUPOBAHNE COOTBETCTBYIOLLINMX
[CHOB TMO3BOJIAET HE TOJBLKO BbiIBUTh JINLL C MOBbI-
IIEHHBIM PUCKOM 3TUX 3a00sieBaHUIii, HO U OINTH-
MU3HPOBATh CTPATETHIO UX JIEUEHMUSI.

B 3akmoueHue 3TOrO pasiena cieayer oopaTuTh
BHHMAaHME HA TO, YTO COTJACHO HALLIMM OaHHBIM
cpenn HaceneHus Cesepo-3ananHoro pernona Poc-
cuu v Cankr-TletepOypra yactora JIULL C 3aBEIOMO
HeOIaronpHUATHLIM COYETAHWEM ALIENIe CUCTEMbI e-
tokeukauun (GSTT-1, GSTM-1, NAT-2s) cocras-
asiet okono 7—10 %. B cBeTe pacCMOTPEHHbIX 1aH-
HbIX CKJIAAbIBACTCS BIeYaTICHUE, YTO YKe ceilyac
1ej1ecoobpa3Ho NpoBeIeHHEe MACCOBOTO reHETHYEC-
KOTO TECTMPOBAHMS HAceJeHUd B LIEJSIX BbiABIeE-
HUSA JIWLL TPV MOBBILUIEHHOTO PUCKA BCEX BhILLIE-
nepeuncaeHHblx 3abonesannii. Ux ceoespemerHas,
JOCUMIITOMATHYECKAs NMPOMUIAKTHKA KaXKeTCsl J10-
CTVITHOM W ornpasaaHHoil. OnHaKo peanbHas CUTYa-
LSt HE TMPEeACTaBASEeTCA CTOAb OAHO3HAYHOI. Mbl
BEPHEMCS K €€ PACCMOTPEHUIO B 3aKJIIOYUTENBHOI
yacTH ob30pa.

FeHeTu4eckM nacnopt

B Hactosee BPEMHA BO MHOTHX IMarHOCTHYECKMX
ueHTpax Pocciu mpoKo MpUMeHSIIOTCS MOJIEKYJISIp-
HbI€ METOIBI B LIEISAX IUATHOCTUKHU reHHbIX Goses-
HeH, BbISBIEHWS FETEPO3UTOTHOIO HOCHUTENBCTRA Na-
TOJOTMYECCKHX M}’TaLlI*I]‘fi B CEMbAX BbICOKOTO pUCKa,
IUTs1 TOCUMIITOMATHYECKOM IMarHOCTUKHK Gone3Hel ¢
nosaHei ManudecTauureit U s Lenei reHOMHOI 1aK-
TUNoCKONUK (MaeHTHgMKaumu amuHocti). [ocrenen-
HO Ha6wpae'r CHJIY U TCHCTUYECKOE TECTUPOBAHUE B
paMKax ]'{pCBI/]KTHBHOﬁ MEIOULIHHBI. OHEBHHHO, 4YTO B
PE3YIIBETATE 3THX AHAJTU30B MPOUCXOIAWUT HAKOTUICHHE
FEHETHYECKHMX JAHHBIX KaK O reHOME OTAEJIbHbLIX HH-
JUBHAYYMOB, TAdK 1 O LEJIbIX CEMbAX, TO €CTh MOCTE-

MEHHO (POPMUPYIOTCS MHAMBHIYATIbHBIE U CEMEIHbBIE
6asbl AHK-1aHHbBIX, 4TO MOXeT paccMaTpUBaThCs
KaK «reHeTuyeckuit nacnopr». Mudopmauwms, conep-
Kallascst B 3TOM NOMCTUHE YHUKATbHOM IOKYMEH-
Te, OJDKHA MOMOYbL M30eXKAaTh KU3HEHHBIX KOMIM-
3Uit, CBA3AHHBIX C HTHOPUPOBAHHMEM MHIMBUIYATbHBIX
0COBEHHOCTEI reHOMa, TO €CTh CBOEH HACJICACTBEH-
HocTH. OHa 1MoO3BOISIET MOJIHEE Peann3oBaTh BPOXK-
JIEHHbIE TEHETUYECKHE CIIOCOOHOCTH M NpeCTaBIsSeT
HECOMHEHHYIO LEHHOCTD /UTSl TOTOMKOB.

[ToscemecTHOE BHEPEHNE B COBPEMEHHYIO ME/IM -
LUMHY METO0B MOJIEKYJISIPHO IMAarHOCTHKM T10 CYTH
VK€ CIEJTAJIO PEasibHOM MO FeHETUYECKOTO Macrop-
Ta. OH yKe cyliecTByeT de facto. Yncno reHeTnyeckux
TECTOB, COCTABIISAIOUIMX €0 OCHOBY, YK€ JOCTHIaeT
100 v nponokaeT OLICTPO YBETUUUBALTCS.

BaxHo OTMETUTb, YTO reHeTHUYECKUIi MacropT B
CBOEM TOJIHOM BAPUAHTE J0JIKEH BKJIOUYATDH PE3YIib-
TaTbl HE TOJILKO UCCIIEAOBAHUS TCHOB «ITPEAPACTIONO-
KEHHOCTH», HO M TECTHPOBAaHK BECCUMMTOMHOTO HO-
CUTEIbCTBA MYTalUHWi reHoB Haubonee 4acTbix
HACIEeNCTBEHHBIX DonesHelt (remoduus, MykoBuc-
uMa03, heHuketonypus, Mu. ap.). Kpome toro, Ta-
KOI MacropT J0JIKEH ColepxKaTh HH(MOPMALIMIO O Ka-
PUOTHIIE MAaUMEHTa, A TAKXKE ero YHWUKaJlbHbIi
reHeTHYeCKMid HoMep. B HacTosee Bpemst AMartoc-
THYECKHE BO3MOXKHOCTH CYLLECTBYIOLLIMX MOJICKYJISIP-
HbIX J1labopaTopuit U LeHTpoB Poccuu, B TOM uncie
n Cauxr-IletepOypra, no3poasior obecneynTs 10c-
TATOUYHO MOJIHBIM HAOOP TAKMX T€HETHYECKHUX TECTOB.

He TpynHo npeaBuiaetb, 4to yxe B Omxaiiiem
Oyi1yLieM Takol reHeTHYeCKHIt MacnopT MOXeT obpec-
TH MTPABO IMPAXKIAHCTBA, 4 FeHeTHUECKOe TECTUPOBAHHE
CTAHET CTOJb e 0DbUIEHHBIM U TTOMYJISIPHBIM, KaK W
Jodbie pyrue nabopaTopHble aHaIU3bl (HArpumep,
Tpynnbl KPOBH, pe3yc-(akTop, MHpEKLMH 1 np.).

B kakom ke Bo3spacre cieayer noaymarb o cod-
CTBEHHOM reHeTHyeckoM nacrnopre? CornacHo peko-
mennaunsaM BO3, reHeTnyeckoe TecTUpOBAHUE 10/~
JKHO TIPOBOIUTLCH C YVY4eTOM J0OpPOBOJILHOTO,
CO3HATE/IBHOTO COITACHS TeCTUPYEeMOro. (POPMANIbHO 31O
O3HAYAET, 4YTO BAXKHASA TFeHeTHYecKas MHdopMalms
MOKET ObITh MOMYYEHA CPABHUTEIBHO MO3AHO, KOT/1a
€€ MOJIe3HOCTh [UISl TECTUPYEMOTO U ero DIIM3KUX poa-
CTBEHHMKOB YK€ B 3HaUNTe/IbHOM Mepe yTpauera. On-
HAKO, NMPUHUMAas BO BHUMAHKE €€ 3HAYEHUE U1 310-
poBbsl pedeHKa, rapMOHUYHOro (hopMHUpPOBAHUS €ro
JIMYHOCTH, PaLlMOHAIBHOTO NMUTaHMs, 2(DPEKTUBHOTO
0o0pa30BaHMs, CMOPTUBHBIX 3AHATHIA, ONMTUMATBHOI
npodopueHTaLnu 1 np., COCTaBleHHe TAaKOro reHe-
THYECKOTO MACNOopTa y>Ke B paHHEM BO3pacTe rpeai-
CTaBJISIETCS BIOJIHE OMpaBAaHHbIM CETOIHS.

Henb3sa MCKIIIOUNTD M TOTO, YTO 1O MEpe peLleHuUs
ITUYECKHMX M COLMATBHBIX MPOOJIEM, CBSA3AHHBIX C UC-
CI€IOBAaHUAMM F'€HOMA YeloBeKa, reHeTUYEeCKOe Tec-
TUpOBaHUe OyaeT NPOBOANTLCS JHAUNTEILHO Yalle U
B Doslee paHHEM BO3pacTe, YeM PeKOMEH/IVeTC sl B Ha-
CTOSILLIEE BPEMSI.

He moxer, 01HaKO, BbI3bIBATH BO3PAXKEHUI M
NIOJIKHO MPUBETCTBOBATHCH BCEMU MEAULIMHCKUMHU
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- T— Ton poxnenus —

HaunonansHocets —

TecTupoBanue HacaeICTBEHHOMH
«MPePacnoNoKeHHOCTH

Hepacxoswedenue xpomocom 6 meuosze —
Bub-1; MTHFR; MTTR

Fndomempuos: GSTMI1; NAT-2
ﬂ"amo‘:THKa mepOB_“mTuom HPHGH‘I‘H(H_’ HeauHauiaane’
HOCHTEIbCTBAL Menmko-resHeTuyeckoe GSTMI:GSTTI; GSTPi
KOHCYJILTHPOBaHHE Tecmozei: GSTMI1; GSTTI; GSTPi;
CYNPYKeCKO# napbi MTHFR; PAI-1; eNOS;
Mot ACE: PON; GP-1
Mrofuctpodus Bapuxosnas Gonesws: GP-1lla; FV;
JlioureHHa

MTHFR; APC

emodunua A
MeHHIKeTOHYpUS

ApeHOTeHUTANbHbII
CHHIPOM

1. Kapuotun

CriMHaibHas Mbllle4Has
atpodus
Hel

Ceenenus o cynpyre:

2. TecTsl Ha reTepo3UroTHoe
HOCHUTENBCTBO MYTalMH Hanbo-
Jlee YacTblX MOHOTeHHbIX Dones-

Ilpoeros hemonnayenmaprou
HedocmamodHocmu —
MTHFR; MTTR

Hedhexmpr Heparou mpybku —
MTHFR; MTTR

Ocmeonopos — VDR 3; COLIAL;
CALCR

Huabem | — HLA DR u DQ
(DR3 u DR4)Mic-A; VDR-3

Hyacmeumensnocms K 4UMOME2AA08UPYC-

KoHCY/bTAUMM FeHeTHKA W aKyuiepa,
undopmaumns 118 Bpaya u ODepemMeHHO#,
BbIPADOTKA TAKTHKH BeJeHHSI DepeMeHHOCTH,
NPaKTHYECKHEe peKOMeHAaUHH

Hot uHgperyuu: Cmvl

Vemoivusocme k. BHY uncpexyuu
32delCCRS

Onpenenenne Rh-npuHamLiexHOCTH
njioza

Puc. 1. I'eHeTHyeckass Kapra penpoayYKTHBHOTO 310pOBbS

pabOTHUKAMM COCTABIEHUE TEHETUYECKOTO Macropra
1006010 06beMa Mocie JOCTUXKEHHUS CO3HATEIBHOTO
Bo3pacta. Yxe ceituac Bce GoJiee MomnyasipHoO cTa-
HOBMTCS] M€ FEHETUYECKOro TECTUPOBAHMUS sl
OYIYILMX CYNPYTOB, CIOPTCMEHOB-TTPOgeccuoHa-
JIOB, JIOJei 3KCTpeMasbHbIX Npodeccuii U JuL,
MpPOCTO 3aMHTEepPEeCOBaHHBIX B MH(OpMALIMK O cO0-
crBeHHOM reHoMe. Cepbe3Ho obcykaaercs Gonbluas
MpakTHYeCKasas 3HAYMMOCTb TeHETUYECKOTO MacrnopTa
OepeMeHHOIi, Ha3BAaHHOTO HaMu «[eHeTHYeCcKoi
KapToi penpoayKTUBHOTO 310poBbsi». Kapra pac-
CYMTaHa Ha CEMblO, TUTAHUPYIOLLYIO pebeHka, 1ubo
Ha KEeHILHWHY paHHUX CPOKOB OepeMeHHOCTH. Bapu-
AHT FeHeTHUYECKOM KapThl, YK€ MPUMEHSEMblil B
HUUAT um. 1. O. Orra PAMH, npuseaex Ha puc. 1.
BaxHoe MecTo B Hell, KaK U B «OOLLErpakI1aHCKOM»
reHeTHYeCKOM Macropre, OTBOAUTCSH TECTUPOBAHHUIO
reHOB CUCTEMbI TETOKCUKALMK [4].

HarmoMHuM, 4TO MakCHMaJibHas TMoJb3a OT reHe-
THYECKOTO macnopra (reHeTUYeCKONH KapTbl) MOXET
ObITh MOJYYEHA TOJIBLKO B TOM Clly4yae, ecjii TeHeTH-
YyecKoe TecTUpoBaHue Oy/1eT 3aBeplLIaThCs MOJIHOLIEH-
HOI KOHCY/IBTalMel BbICOKOKBATM(ULIMPOBAHHOIO CIie-
LMannCTa M0 MEAMIIMHCKOH TeHEeTHMKEe BMECTE C
ceMeiHbIM BpadoM. VX pekoMeHIaumnM A0/DKHBI KacaThesl
HE TOJIbKO KOHKPETHOI MaTo/I0rMH1, HO HOCUTh 3HAYM -

TesIbHO Hosiee pa3BepHYTHIA XapakTep, CoIepKaTh UH-
opMaiHio, HEOOXOIUMYIO IS MAKCUMaTbHO 3(hdek-
TUBHOW NMOJIHOLIEHHOH M 310POBOii TBOPUYECKOMH JKM3HU
TecTupyemoro. B ciyuae ycraHormeHue akToB Hacles-
CTBEHHOI MPeAPacOI0KEHHOCTH K TOMY WIH HUHOMY
3a60/1eBaHNI0 OCOOEHHO BaKHBIM TIPEICTARMISIETCS pas3-
paboTKa KOMIUIEKCA KOHKPETHbIX pEKOMEHAALM I TS
TECTUPYEMOIO, €ro JIeYaLIero Bpaya, a Takke J1e4e0Ho-
NMpOhUIAKTHYECKIX MEPOTIPUSITHIA T10 MPEI0TBPALLEHUIO
pa3BuTHs 3a00/eBaHHA.

3aknovyeHue

Cpenu ApyTUX reHOB, OMpPeae/ISIOLLUX MOBbILLIEH-
HYI0 YYBCTBUTEIbLHOCTb Y€J0BEKA K Pa3/IMYHbIM 3a-
GosieBaHUAM, BaXKHOE MECTO TPUHALIEXKUT reHam
CHUCTEMbI IETOKCUKALIMU. YUUTBIBAsI MX YHUBEPCAIb-
HOCTB B Mpoueccax HHaKTHBallHH KCEHOOMOTUKOB M
SHIOIEHHBIX TOKCUHOB, BAXXHYIO POJIb B TPAHCIIOPTE
TOPMOHOB M IPYTHUX MPOLIECCaX KIETOYHOTO MeTabo-
JIM3MAa, TeCTUPOBAHHUE A/VICJIbHBIX BApPHAHTOB 2THUX
reHOB MOJKET ObITH PEKOMEH/I0BAHO MPH CaMbiX pa3-
JIMYHBIX MATONOTMYECKHUX COCTOAHMUSAX. OHO HECOM-
HEHHO MOKa3aHO B MOMYISILMOHHBIX HCCICIOBAHUAX
MpH OUEHKE TOKCHYECKOro ﬂef{CTBHﬂ Ha 4YeJIOBEKA
BPEIHBIX 3KOJIOTHYEeCKHX (PAKTOPOB, OCOOEHHO MPO-

ARYPHATD ARYINEPCTBA v JKEHCKHXD BOMB3HEN TOM LII BbINYCK 2/2003

ISSN 1684-04861 | |



16 MATEPHAJIbI MEXIYHAPOAHOTO KOHIPECCA «OKPYXAIOLLIAS CPEAA U TTEPUHATAJILHAS MEAWLIMHA»

MBILUICHHBIX M CEJIbCKO-X03SUCTBEHHBIX SULOB, OLIEH-
KM 0COOEHHOCTEH MHAMBUIYATbHON YYBCTBUTE/ILHO-
CTH K JIEKAPCTBEHHBIM MpenapaTtaM, BbIOOpa onTu-
MQIBLHOW CTPATErWM MEAMKAMEHTO3HOI Teparnuu.
Bmecte ¢ TEM J10CTATOYHO BbICOKAS 4acTOTa (PyHK-
LIMOHAIBHO HEMOMHOLEHHbIX BAPUAHTOB 3TUX F'EeHOB
B MOTNYASIIUUY HABOAUT HA MbICAb O HAJIUYMU Ka-
KHX-TO OINPeAeIeHHbIX IBOJIOLUHOHHbIX ITPEUMYLLIECTB
ux nonumMopdusma st yenoseka. B yactnocri, 60-
siee apdekTHBHAS Tepanus psiaa 3adboneBaHuii (Kpome
SHAOMETPHUO3a) TIPU OTCYTCTBUU HEKOTOPbIX hep-
MEHTOB (ha3bl 2 CUCTeMbl NETOKCHKALIMM B CBSI3U C
Gonee NUTENBHBIM NPebbIBAHMEM MeTAOOINYECKH
akTuBHBIX hopm dapmrpenaparos B opraHusme. He-
CMOTPSl Ha ONpPeaeSIEHHbIE PACOBbIE U DTHUUYECKHE
pasInuMsL, B NONyasuusx, 6e3ycjiioBHO, CYIIECTRY-
eT onpeaeneHH b cOanaHCUPOBAHHBII NOTUMOPQH3M
pa3IUYHbIX ajuiesieil (BapHaHTOB) T€HOB CHCTEMBI
JieToKCUKAUMKU. TOUHbIC MPUUMHBL, MTOMIEPKHBAKO-
LLIMe TaKOe PaBHOBECHE, TPEOYIOT AaIbHEHLLIETO U3y-
yeHusi. B HacTosuiee BpeMsi HAMU VK€ MPOBOASATCS
MCCIEI0BAHUS 110 CPABHEHHUIO YACTOT (PYHKIIMOHANb-
HO HeONMaronpUsATHBIX aJIIe/Iei pa3sHbIX FEHOB, B TOM
YUCIE ¥ TEHOB CUCTEMBI JETOKCUKALIMU B Pa3HBIX
BO3PACTHBIX MPYIIax — OT HOBOPOXIEHHbBIX 10 JTHLL
B Bo3pacre crapuie 80 nier.

CornacHo NporHo3aM aBTOPUTETHBIX CIEIHAINC-
TOB 30JI0TOH BEK NPEAMKTUBHON MEIULIMHbLI Ha-
CTYIMUT TOJIbKO Yepe3 AecdThb JIeT, Koraa OyaeT Ha-
KOTUICHO IOCTATOMHO MH(OPMALIMK O FEHETUYECKHUX
CeTSIX pa3HbIX 3a00/eBaHUIT U peanbHOMN NpennK-
TUBHOM LIEHHOCTH Pa3IMYHbBIX TEHETHYECKUX TeC-
TOB. HeT, o1HAaKO, COMHEHUI B TOM, YTO yXKe ce-
roaus, paborag B oGsacTu NpPeaMKTUBHON
MEIMLIMHBI, CKPYTYJIE3HO COMOCTABISIS IaHHbIE Te-
HETUYECKOT0 aHaJu3a ¢ pe3yjbTaTaMu nabopartop-
HBbIX U KJIMHWUYECKMX MCCIEOBAHMH, MOXHO HeE
TOJIBKO CYLIECTBEHHO YKPEeINUTh HayuHble OCHOBbI
3TOT0 MHOT000€111al01Iero HayuHOro HanpaBieHu sl
MOCTFEHOMHOI 3pbl, HO U TIPUHECTU OLUYTUMYIO
MPaKTUYECKYIO MOAb3Y B e/e NPo(hHIaKTUKN MHO-
TUX TSKEJbIX HEelyTOB.
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INVOLVEMENT OF DETOXIFICATION SYSTEM ENZYMES
IN PATHOGENESIS OF SOME COMMON MULTIFACTORIAL
DISEASES. PREDICTIVE GENETIC TESTING

Baranov V. S., Ivaschenko T. E., Baranova E. V.

The summary: The review summarizes the original data con-

cerning involvement of some genes participating in Phase 1 and
Phase 2 of detoxification systems in the origin, progression and

treatment efficiency of such common
endometriosis, bronchial asthma, alcoholic cirrhosis,

multifactorial diseases as
habitual

miscarriages, gestosis , lung cancer, chronic bronchitis etc. Of
special theoretical and practical value of these studies is an identi-
fication of highly nonrandom association of particular functionally
inferior alleles of the genes belonging to glutathione-S- transferase
super-gene family (GSTMI (0), GSTTI (0), GSTPi (s) as well

as N-acetyl transferase - NAT-2 (s) with these diseases.

Thus

molecular testing of these alleles might be recommended as fea-
sible predictive test for personal predisposition evaluation, for
estimation of remote prognosis and for the treatment strategy in
at least some of these diseases. Somewhat about 5-7% of all
population in the North-West of Russia possess the most unfavorable
combinations of GST genes genotypes (GSTMI10/0; GSTT10/0,
GSTPi s/s). Early identification of these individuals by means of
genetic screening supplemented with subsequent adequate social
and medical care should be considered as feasible social program
for efficient prevention of these diseases at the national level.
Relying on these data as well as on the polymorphism studies and
common mutation identification of other genes the idea of Genetic
Form for the pregnant women is suggested and briefly discussed.
Implementation of new sophisticated and highly productive mo-
lecular techniques amenable for the widespread population gene
polymorphism screening becomes highly advisable.
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