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HACAEACTBEHHBIE 1 BPOKAEHHBIE BOAE3HU:
BKAAA B AETCKY1IO 3ABOAEBAEMOCTDb 1 UTHBAANAHOCTD,
ITOAXOABI K ITPOOPUAAKTUKE

Poccuiickuii rocyAapCTBEHHBIN MEAUIIMHCKUN YHUBEPCUTET, MOCKBaQ,
CapaToBcKasi 00AaCTHaSA AeTCKast KAMHUYecKas 00AbHUIIG, T. Capatos, PO

IIpo6yiemMa BposKAEeHHON U HAaCJIeICTBEHHOIT maTo-
JIOTUY, B IIEPBYIO OUEPEIh BPOYKAEHHBIX IIOPOKOB Pas-
Butuda (BIIP) u anomanauii, XpOMOCOMHBIX M PACIPO-
CTpPaHEeHHBIX MOHOTE€HHBIX 00JIe3HEl, IPOOJIKAET OC-
TaBaThCsA B PANY HamOoJiee aKTyaJbHBIX, HECMOTDPA
Ha 3HAYUTEJbHBIE YCIIeXU B U3YUEHUU IMeHeTUUEeCKUX
OCHOB UX BOBHUKHOBEHUSA U PACIPOCTPAHEHUS B II0O-
nyaanuu. 3a mocjenHee JecsaTUJIeTre aTa mpobieMa
npuobpesia Cepbe3HY CONUAJIbHO-MEIUIIUHCKYIO
3HAUYMMOCTH 110 PAAY IPUYUH. BO-TIEPBBIX, CYIIECT-
BE€HHO Bo3poc yaenbHbIN Bec BIIP B cTpyKType mpu-
YUH IIePpUHATAJIBHON 1 HeoHATAJbHOI 3a00IeBaeMoC-
™1 u cmeprHOCTH [1-5]. Bo-BTOPHIX, HE CHUIKaeTCA
MoKasaTeJb JeTCKON NHBAJIUIHOCTH, KOTOPAas B 00JIb-
IIUHCTBE CJAy4YaeB 00yCJIOBJIeHA BPOXKIEHHON U Hac-
JIeICTBEHHOII MAaTOJIOrWe, IpudYeM II0 IIOKAa3aTeJIio
HOTEePSAHHBIX U YXYAIIeHHBIX JeT xku3Hu BITP u nac-
nencrBenHbie 6osesnu (HB) cranu sanuMaTh OgHO U3
IIePBBIX MECT, OCTABUB II0CJIe ce0s1 CepAeYHO-COCY IUC-
Thle, OHKOJIOTUUECKIEe U JPYTHe IINPOKO PaCIpoCcTpa-
HEeHHbIEe coMaTuuecKue 3abomeBanusa [6—8].

I'pys HaceCTBEHHO# M BPOSKICHHOM MATOJOTUHI
¥ ero COIHaJbHO-MeIUIINHCKOe Ha3HAUCHUE

Hauubsie o I0:kHO-CaxaJMHCKOMY TOPOACKOMY
pomuinsHOMY momy (ruiaBHBIM Bpau B.II. Makaposa)
3a 1993-1997 rr. noKaspIBaIOT, YTO YACTOTA BPOXK-
IEeHHOI MaTOJIOTUHU 3a 3THU IOAbl CTAOUJIN3UPOBAIACH
Ha ypoBHe 3—3,5% (Tabia. 1). JlocTaTOYHO BHICOKUM
OCTaeTCs YMCJIO HENOHOIIEHHBIX JeTeil, Y4eM BO MHO-
TOM O0'BACHSETCA BBICOKUI ITOKA3aTesJb HEOHATAJb-
HOU cmepTHOCTH. Bosiee uem B 42% cayduaeB cmeprt-
HOCTbH IPSIMO MJIN KOCBEHHO CBA3aHA C BPOXKIEHHBIMU
aHOMAJIUAMU PABBUTHUA.

Pesysprarsl ckpuruHT-nporpamMmmel Ha BIIP cpe-
IV HOBOPOKJeHHBIX B MockBe [9] cBUAETEILCTBYIOT O
pocTe MoKaszaTeseli BPOXKASHHON M HACJIEACTBEHHOMI
narosioruu. C 1981 r. mo 1992 r. uucsio poguBIIUXCA
nereii ¢ BIIP B lleHTpanbHOM agMUHHCTPATUBHOM
okpyre (ITAO) yBesmmuusock B 1,3 pasa, JOCTUTHYB

Tabauua 1

BIIP u HeoHaTaJabHASI cCMepPTHOCTH B 1993—1997 rr.
o panaeiM H0:xHO-CaxaIuHCKOro
TOPOJCKOr0 POAUILHOTO JOMA

Yucio poKaeHUIH, 4561
B T.4.: JOHOIIIEHHBIX 4210
HEeJOHOIIIEeHHBIX 351
Yucio pogusmuxcs gereii ¢ BIIP, 141-3,1%
B T.4.: CPEAY TOHOIIEHHBIX, % 2,9
cpenu HeIOHOIIEHHBIX, %o 4,8
HeonarasrHas cMEPTHOCTH

ua 1000 poguBIuxcs, 9,9
B T.4.: CPEAYU TOHOIIEHHBIX 5,9
cpeau HeJIOHOIITeHHBIX 57,1
HeonaTasbHasi CMEPTHOCTH 49.9
Besrenctrsue BIIP, % ’

4,3% (B 1981 r. — 3,4%), ¢ MaIbIMU aHOMAJUAMU
pasButus — B 2,5 pasa (3,3%, B 1981 r. — 1,3%), ¢
IPYTUMHU COCTOAHUAMHU u OojesHavMu — B 11 pas
(31,1%,81981 r. — 2,8%). 32 1992-1996 rr. yacro-
Ta BIIP y HOBOPOXJeHHBIX IO BCEM aIMUHUCTPATUB-
HBIM OKpyram MocksBsl gocturia 3,5% mporus 2,2%
B 1981 r. Kak ciencTBHe 5TOT0, MPOUCXOIUT CHUMKE-
HUe yIeJbLHOTO Beca «3T0POBBIX» mereii: B 1981 r. ux
yIeJIbHBINA BEC CPeAU POAUBIIINXCS COCTaBIIsLI 17,4% ,
B1992r.-61,3%.

ITo MockoBckoii obaactu JI.A. HKyuenxo [10]
MIPUBOAUT CJeAyIOI[Me HaHHbIe. 3a I[IePUuos
1988-1997 rr. poxmaock 571 766 mereii. erckasa
cMepTHOCTH cocraBuiaa 2,4% (13 740/571 766), us
Hux ymepso mo 1 romga — 8926 (uaum 65% oT Bcex
yMepIiunx), ymepau Bcaenctsue BIIP — 1789 (uam
13% or Bcex ymepInux).
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B Tomckoit obsactu [4] ompenesieHbl 0a30BbIE
yacToTsl BITP cpenu HOBOPOKIEHHBIX: IIPU PETHCT-
pamuu 9 nerko BuiaBAsgeMbIX BIIP mpu poxageHnn ux
vacrora cocrasusa 0,7% , mpu perucrpanuu 19 popm
BIIP B mepBhIii O KU3HU, KAK peKoMeHayeTcs EB-
POIEMCKUM MEKIYHAPOAHBIM PEruCTPOM BPOIKIEH-
HBIX aHOMaauii, — 1,23% , a perucrpamnusa Bcex BO3-
mo:kHBIX (popm BIIP y nereii no 1 roga mokasaja, 4To
ux yactora cocrasuiaa 2,24% .

B pa6ore H.C. JemukoBoii [5] mpoanamusupoBa-
HBI pe3yabTraTbl MoHUTOpHUHTA BITP 3a 2000—-2003 T\,
opraHu3oBaHHOTO B 36 permonax Poccuiickoii Pene-
panuu B coorBeTcTBUHU ¢ IIpukazom M3 P® Ne 268 ot
1998 r. U ¢ yueToM METOAUYECKUX PeKOMeHIaI’i
mesxkayHaponubix cucteM EUROCAT u CLEARING-
HOUSE. CorsacHo pe3yabTaTaM aHAJIN3a PETUOHAb-
HBIX 0a3 JaHHBIX, UMEIOT MECTO CTATUCTUUYECKHU 3Ha-
YUMbIE MEKPErMOHAJbHBIE PA3JNUUA KaK II0 CyM-
MapHOU uvacToTe Bcex 3apeructpupoBaHHBIX BIIP,
TaK U 10 I'PYIIIle HOPOKOB T.H. «00A3aTEJIbHOTO yUe-
Ta» (popma 21 KIMHUUECKU AUArHocTupyeMbrx BITP
corsacHo mepeunio peructpa EUROCAT). [Iuamason
KoJie0aHUM CyMMapHOM YaCcTOTHI TOPOKOB HAXOAUJICS
B upenenax ot 0,68% mo 4,1% . Yacrora ob6s13aTenb-
HOTrO yueta (hopmbr 21 BIIP mo permonam cocraBmia
or 0,36% mo 1,12% . B aGCOJIOTHOM HCUMCIEHUU
0KasaJjoch, UTO cpenu 2,38 MJIH HOBOPOKIEHHBIX ObI-
JI0 BBISIBJIeHO 44,26 ThIC JeTell ¢ pa3JInUYHbBIMU aHOMa-
JIAAMU Pa3BUTHUA.

Hawub6osee yraybaenHas olleHKa Ipy3a BPOMKIEH-
HOM M HACJIeICTBEHHOU IMATOJOTHUU OCYIIlEeCTBJIeHa B
CapaToBcKoil objacTu Ha 0a3e PerumOHABHON Memu-
Ko-reHetnueckoin Koucysabramuu (MI'K) (3aBemyro-
masa JI.II. Aunpeesa). B coorBercTBUM ¢ Pemepanb-
HbIM npukaszoMm Ne 268 B obsactu ¢ 01.01.1999 BBe-
IeH reHetTuueckuii MoHutTopuHr BIIP u psanga menac-
JIeICTBEHHBIX 00JIe3Hel, MOAAAIOITUXCA JUATHOCTHUKE

B ycJoBUAX paboTel permonanbHoit MT'K. ¥V Bcex HO-
BOPOKIEHHBIX 13 16 roponoB 1 23 ceIbCKUX PAOHOB
ob6JacT IPOBOAUJIM TINATEJIbHBIA BpaueOHBINA OC-
MOTD, HA BCe BBLISIBJIEHHBIE CJIydYaud C KaKUMU-JIUOO0
aHOMAJIUAMU PA3BUTHUSA 3AIOJHAIN U3BEIlleHNne U IIe-
pecvinanu B MI'K. [omosHuTe N IbHBIE CBEIEHUS B
MT'K mocrtymanu u3 IeTCKUX HOJUKJINHUK U CTAIlO-
HApOB, a TaKJyKe CBeIEeHUs U3 IPO3EKTYP B CaAydasX
ymepmiux geteii. Takum o6pasomM, B PermoHaJIbHOM
peructpe 3a mepuoxs 1999—-2004 rr. ObLIM BKJIIOUYEHBI
ciaenyioiue ceegeHusd: 1) nanuasie o ¢popme 21 BIIP y
HOBOPOXKIEHHBIX B COOTBETCTBUU C PEKOMEHAAI[UIMU
CLEARINGHOUSE, 2) naunusie o BIIP cpeau mepTBO-
POKIEHHBIX C MATOJOT0AHATOMUYECKUM MCCJIemL0Ba-
HUeM, 3) HaHHbIEe O JIIOOBIX aHOMAJIUAX PA3BUTUA Y
nmereii B Bospacte m0 1 roga (tabia. 2).

Cpenu HOBOPOXKIEHHBIX obmras yactora BIIP co-
craBuia 1,67% , mpu aTom 3a 6-y1eTHU mepuoa HAG-
JIONEHUS 9TOT IIOKAa3aTesb OKasajicd CTAOMIbHBIM.
Yacrora BIIP o6asaTenbHoTo yuera (popma 21) cy-
IIIeCTBeHHBIM KOJIe0AHUAM He IIoaBeprajach, COCTa-
BuB B cpenHeM 7,7/1000. Cpenu gereii, ymMepinx B
BospacTe 10 1 rozma, vactrora BIIP B cpenmem cocTaBu-
aa 24,8% (konebaumusi B pasHble roasl or 21% mo
30,2%). Cpenu MepTBOPOIKIEHHBLIX O0pAaIlaeT BHU-
MaHwne, uTo 3a mnepuorg 1999-2001 rr. uactora BIIP
cocrasmiaa 5,6—8,2%, a 3a 2002-2004 rr. -
20,8-24,8% . O0bsACHEHNEM 3TOMY MOJKET OBITH TOT
daxT, 4TO B IIepPBbIE rOAbI BHEAPEHUSA CUCTEMbl MOHM-
topuara BIIP B permnone mpoBOAMJIaCh C PasHBIMU
CHenuaanucTaMyu MeToAuYecKas paboTa, B TOM UHCJe
U C MaTOJIOroaHATOMAaMM, OT KOTOPBIX TPebOBaJIOCh
TI[ATEeJIbHOE NCCIeOBAHNE KaKI0T0 CIyUasd MepTBO-
poxkaenusi. Kak cpeny MepTBODPOKIEHHBIX, TaK U
yMepInuX aeten 1o 1 roga B IoAaBIAIONIEM OOJIbIITHNH-
CTBe CJIy4yaeB OCHOBHOM MPUYMHON CMePTH OBILIN COC-
TOSAHUS, BOSHUKIINE B IIepUHATAJILHOM Iepuoie, u

Tabruuya 2

Yacrtora BIIP y MepTBOPOSKIEHHBIX, HOBOPOKIEHHBIX U YMEPIINX AeTeil B Bo3pacTe 10 1 roga

ITokaszaTenu 1999 2000 2001 2002 2003 2004 Bcero
Pomuiocs gerei, 21376 21903 22018 23036 24338 24811 137482
u3 Hux ¢ BIIP:
abc. 378 365 369 382 399 414 2307
% 1,77 1,67 1,68 1,66 1,64 1,67 1,67
u3 Hux ¢ BIIP mo ¢opme 21,

Ha 1000:

abc. 180 160 169 161 185 199 1054
% 8,4 7,3 7,7 7,0 7,6 8,0 7,7
MepTEOpPOsKICHHEIE, 241 337 256 141 130 150 1255
u3 Hux ¢ BIIP:

abc. 17 19 21 35 27 32 151
% 7,1 5,6 8,2 24,8 20,8 21,3 12,0
Ywmepmmue o 1 roaa, 402 384 386 304 329 258 2063
u3 Hux ¢ BIIP :

abc. 97 85 81 87 84 78 512
% 24,1 22,1 21,0 28,6 25,5 30,2 24,8
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BIIP. Cpenu MmepTBOPOKIEHHBIX VIeJIbHBIN BEC MHO-
skectBeHHBIX BIIP (MBIIP) u 6osesuu Hayma cocra-
Bua 44,4% , mopokos ITHC — 23,2% , mopokos cep-
meuno-cocyauctoit cucremsbl (CCC) — 10,6% , apyrux
IMOPOKOB BHYTpeHHHX opramoB — 21,8% . Cpenu nme-
Teit, ymepmux no 1 roga, crpykrypa BIIP okasaiack
WHOM: yaeabHBIN Bec mopokoB CCC cocrasua 51,6%,
mopokos ITHC - 10,7% , mBIIP — 7,5% , mpouux —
30,2%.

Cpenu HOBOPOKAEHHBIX B cTPYKType BIIP npeBa-
JIUPYIOT usoaupoBaHubie Gopmsbl (83,9% ), mos ciy-
yaeB ¢ MBIIP cocraBuma 16,1% (taba. 3). Cpenu
MBIIP 56,9% mnpuxoaujaoch Ha HacJaeICTBEHHBIE
opmel (xpoMocoMHBIE CHHAPOMBEI — 49,3% , MOHO-
reuHble GopMbl — 7,5% ). onsa mBIIP HeyTouHeHHOM!
stuojsioruu cocrasuiaa 40,5% , TepaToreHHON IPUPO-
el — 2,7%.

3HaunTeJeH BKJIAI BPOKACHHOI M HaCJIeACTBEH-
HOM TTaTOJIOTUH U B JeTCKYI0 nHBaIuaHocTh. B Capa-
TOBCKOIT 00J1aCTH, 10 JaHHBIM COIUATBLHO-MEIUIIMHC-
KUX yUpe)kAeHui, nmpoxuBaior 46 898 nereii ¢ T.H.
«OTPAHNYEHHBIMHY BO3MOYKHOCTAMU» , U3 HUX TOJIBKO
3a 1999-2004 rr. ycranoByiena naBaaugaocts 10 071
pebenky. CTpykTypa 3abojieBaHmii, 00yCJIOBIMBAIO-
X OEeTCKYI0 WHBAJUIHOCTH, 3a IocjemgHue 6 JeT
mpejcTaBjeHa CIeAyIOIMM obpasom: Ha 1-M MecTe
CTOAT TeHEeTUYECKUW AeTepPMHUHUPOBAaHHBIE O00JIE3HU
HepBHOI cucteMmsl (22,6% ), majee ncuxmyecKue pac-
CTPOMCTBA ¥ YMCTBEHHAs OTCTAIOCTD (22,2% ), BPOIK-
nerHble anHomaaun (21,5%).

Taxkum obpasom, IIpeacTaBIeHHbIEe JaHHbBIE TeMOH-
CTPUPYIOT PEAbHYIO COIIUAIBLHO-MEIUIIMHCKYIO 3HA-
YUMOCTB IIATOJIOTUMU, o0ycioBiaenHoii BIIP, xpomo-
COMHBIMY M PACIPOCTPAHEHHBIMU MOHOTE€HHBIMHU 00-
JIe3HSIMU W WX POJb B MEPUHATAJIbHOH IIAaTOJOTUMH,
MJIaJIeHUYeCKON u AeTcKoii 3a00jieBaeMOCTH, CMepT-
HOCTU U MHBAJIUIHOCTH.

Bo MHOTEX cTpaHax Mupa AeKJapupoBaHO U yC-
MEITHO peajnu3yeTcsa MPaBo YesioBeKa Ha 3[0POBbe, B
TOM YKCJIe IPABO POAUTHCA W OBITH 3LO0POBBIM. JTa
eJgb 000CHOBAHA COBPEMEHHBLIM YPOBHEM PAa3BUTHUSA
OMOJIOTHM 1 MEIUIMHBI 1 MPAKTUYECKOr'0 34PaBOOX-
paHeHus, rae TJIaBHBIM 00pa30M HCIIOJIB3YIOTCSA HO-
BeHIlre NJOCTHUMKEHUS B 00J1aCTU MeIUIIMHCKON IeHe-
TUKHU, II03BOJIAIOIINE IPOTHO3WPOBATH 0€30IaCHYIO
0epeMeHHOCTh HAa OCHOBE COBPEMEHHBIX HOIAXOJ0B K
MeIUKO-TeHEeTUUYECKON MPOPUIaKTUKe BPOKISHHOMN
¥ HACJIeACTBEHHON MAaTOJOTUH.

OpraHusanusa MeIuKO-TeHeTHIeCKOM
NpoUIAKTHKU BPOKIEHHON M HACIEICTBEHHOM
nartojsiorun B CapaToBcKoii 061acTi

CoBpeMeHHBIE IIOAXOAbI K MeJUKO-TeHeTHUEeCKOMI
npouiakTUKe BPOXKIEHHON M HACJIeJACTBEHHOUN ma-
TOJIOTHUY BKJIIOUAIOT MEPOIPUATUSI, KOTOPHIE MOMKHO
IPEACTAaBUTH B ABYX HAMIPABJIEHUAX — T€HOTUIINYEC-
KOM 1 (DeHOTUIIUUECKOM.

I'enomunuueckoe Hanpaénenue npogurarmu-
KU BKJIIOUAET KOMILIEKC MEPONPUATUI, HAIIPaBJIEH-

HBIX Ha IpeaoTBpAallleHNe IIepefadyn MaToJOTHUEeCcKo-
ro (MyTaHTHOTO) reHa UJIU XPOMOCOMHOMN MyTaIluu B
PAny IIOKOJIEHWH, HA CHUKEeHMe PHUCKa 3aUaTus 00J1b-
HOTO pe0eHKa, Ha CHUKeHUe PACTIPOCTPAaHEHUA MyTa-
TeHHBIX WJIU TePaTOTEeHHBIX (DAKTOPOB B cpeje oouTa-
Hus. OCHOBHBIMU MeXaHU3MaMM’, KOTOPbIE MOKHO
MIPUMEHUTH B 9TOM HANPaBJIEHUH, SIBJIAIOTCA CIeAYIO-
mue: 1) orpaHUUYeHNEe AEeTOPOKIEHUS B CJAyUYasaX BBI-
COKOT'0 prCKa HACJIEICTBEHHOM MJIN BPOKIEHHOU ma-
TOJIOTUH, 2) 3IMMUHAIINA FeHeTUYeCKHU IIOPaKeHHOT0
ILJI0ZAa B PaHHUE CPOKU 0epeMEeHHOCTH IIPU HAJUUUU
BO3MOJKHOCTEH OPOJOBOM AUMATHOCTUKM NATOJOTUU
ILJI0/a, 3) 030POBJIEHNE CPeIbl OOUTAaHUSA YeJIOoBeKa C
IeJbI0 MPEIYIPEe:KIeHUS CIIOPASUYECKUX MYyTalui
yepes CUCTEeMY 9KOJIOTO-TeHEeTUUYECKOT0 KOHTPOJIA 3a
pacmpocTpaHeHreM MyTareHOB X TePATOTeHOB B OK-
PYsKamoIIel cpese.

Bas3oBbIM METOZOM B 3TOM HAIpaBJIEHUN SBJSIET-
cAd MeIWKO-TeHeTHUYecKoe KOHCYJIbTHPOBaHUE OO0JIb-
HBIX U YJIEHOB ceMell, oraromienubsix HB. B xone Kon-
CYJbTUPOBAHUSA IO YCTAHOBJIEHHOMY AMATHO3Y B
ceMbe OTIpeessieTCs BeJINUYNHA TeHeTUUeCKOT0 PUCKa
IJIsI TIOTOMCTBA W JAalOTCA PEKOMEHIAIIUY II0 TJIaHU’-
poBaHUIO IeToposkgeHuA. I1o cBoeil cyTu 8TOT ITOAXOT,
HaIpaBjeH Ha peryJUpOBaHUeE CaMOil CyIpPy:KeCcKOoU
nmapoil GyHKIUU PEmpPOAYKIINHU IIyTeM OTPDaHUYEHUA
WV IIOJITHOTO OTKAasa OT AeTopo:kaeHus. Ero addex-
TUBHOCTB, 110 JaHHBIM pAa aBTopoB [11], cocTaBisgeT
5—-7%, Ho He Oomee 8% . B »TOli CBA3KM MeIUKO-

Tabruua 3

Ctpyxrypa BIIP y HOBOpO:KAZeHHBIX CapaTOBCKOI
obmactu 3a mepuox 1999—-2004 rr.
(mo kxaccuduramuu BO3)

Tun mopoka Yucsno | Hacrora
cayuaes | Ha 1000
HN3omuposanusie (hopMbI
ITopoku cepreuHO-COCYJUCTOH CUCTEMBI 673 4,90
ITopoKM KOCTHO-MBIIIIEUHO CUCTEMBI 367 2,67
ITopoxu ITHC u opraHoB 4yBCTB 220 1,60
ITopoku UIIIeBapUTEIHHON CUCTEMBI 163 1,19
ITopokwu sutia u mreu 157 1,14
ITopoKku MOUYEBBIIEIUTEIBLHOI CUCTEMBI 147 1,07
ITopoku OJIOBBIX OPTraHOB 87 0,63
ITopoKu AbIXaTeIbHON CHCTEMbI 70 0,51
ITopoku KOXKU 30 0,22
ITax0BOMOIIIOHOUHBIE I'PHIKU 13 0,09
KpecTiioBo-KOTTYMKOBBIE TePATOMBI 7 0,05
ITpoune mopoxku 2 0,01
Uroro 1936 14,08
Muo:xecrBennsie BITP
XpoMOCOMHBIE CHHIPOMBI 183 1,33
MonoreHHbIe CHHIPOMBI 28 0,20
MBIIP HeyTOUHEHHO# 3TUOJIOTUN 150 1,09
CuHADPOMBI TEPATOTEHHOM IIPUPObI 10 0,07
Uroro 371 2,70
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TeHeTHuUYecKoe KOHCYJbTUPOBaHUE, NeKJIapUPOBaH-
Hoe y Hac B ctpaHe B 1969 r., He cMOTJIO CYII[eCTBEHHO
TMOBJUATH HA U3MEHEHNeEe I'Py3a BPOXKIEHHON 1 HACJIe-
JICTBEHHOU ITATOJIOTUY BILJIOTH IO MOABJIEHUA HOBBIX
noaxonoB B KoHIle 80-x — Hauane 90-x romos.
3HAUYUTEJIbHOE IPOABUIKEHNE B IPOMUIAKTHUKE
BPOXKIEHHON M HacJIeJCTBEHHOM! IIaTOJOTHUU CBA3aHO
Cc pa3paboTKON M BHeAPEHUEM KOMILJIeKCa METOIOB
OpeHaTaJbHOU (JOPOLOBOIT) IUATHOCTUKU COCTOSHUS
pPasBUTHUSA ILI0Ja. ITOT BUJ IPOGUIaKTUKY OasupyeT-
csA Ha dJIeMeHTaX MCKYCCTBEHHOTO BHYTPUYTPOOHOTO
orbopa reHeTuuecKu Ae(eKTHBIX IJIOLOB U €ro OCHO-
BY COCTaBJISAIOT METOAbI, HaIIpaBJIeHHbIe HA TOYHYIO
IUATHOCTUKY V ILJIOZA TOH MJIM WHOM aHOMAaJInu, Oy Ib
OHA XPOMOCOMHOI'O UJIU T€HHOT'O0 IPOUCXOKAEHUA, a
TaKsKe MHOTUX IOPOKOB pasButua. B CapaToBcKoOit
ob6sacTu o mpeIoKeHnio pernoHanbHo MI'K mpu-
HATa mporpaMma, orpakenHas B [Ipukase M3 obJrac-
i No 168m ot 11.08.2002 «O coBepIIIeHCTBOBAHUU
OpeHaTaJIbHON AUArHOCTUKU B HPO(MUIAKTHUKE HAC-
JIeICTBEHHBIX U BPOJKIEHHBIX 3a00JI€BaHUN y AeTel,
CHIKEHUSA MJIJEHUECKON CMEPTHOCTU, IPEeAYIIPErK-
IeHUusa OeTCKOoll uWHBaaIugHocTu». OCHOBOHM perumo-
HaJBHON mporpaMMbl mocuayskuia llpuxkaz M3 PP
Ne 457 ot 2000 r. 10 pa3BUTHUIO IPEeHATAJIBHOI AUAT-
HOCTHUKY KaK MeToJa IPO(MUIAKTHUKU HACJEeICTBEH-
HOM maTojoruu (Tabi. 4), TIaBHBIMU paspadoTUYmKa-
mMu Kortopoi Obinm mpod. H.II. KymemoB um K.Mm.H.
O.1. 3enunckasa. Kak BuUIHO 13 mOpencTaBIeHHOMN
cxeMbl, ¥ 3U aBisercsa 0a30BBIM B 00IIlell IporpamMmMe
IpeHaTaJbHON JUATHOCTUKY. BLIABIAEMOCTh aHOMA-
JUH PasBUTHUSA IIJIOJA BapbUPYET B PA3HBIX IEHTPaAX
ot 40% mo 85% u 3aBUCUT OT MHOTUX IMPUYUH. [J1aB-
HbIe M3 HUX — KAueCTBO YJbTPA3BYKOBOU ammapary-
PBI U KBaJU(MUKAIUA CIEIUAJIUCTOB IO IPEeHATAb-
HOM sxorpadun, a Tak:ke sujg BIIP, cpoku GepemeH-
HOCTH, IIPU KOTOPBIX IIPOBOAUTCA MCCIEeLOBaHUE, KO-
JUYECTBO OKOJIOIJIOAHBIX BOJ, IIOJIOXKEHUEe ILI0ona,
KOHCTUTYIIMOHAJbHBIE OCOOEHHOCTH IIaIllUeHTKU,
TIIATeJIbHOCTDh MCCJeL0BaHUA. B 9TOH cBA3U U C yue-
TOM OCOOeHHOCTell (GYHKIIMOHUPOBAHUS OTAEJIbHBIX
BUOB CAY:KO M MX B3aUMOJeHCTBUA IPU OpPraHU3a-
IIUY IPeHaTAJTbHON AUAarHOCTUKHU, B YACTHOCTHU 9XOT-
paduUecKOT0 MCCIETOBAHUA, HEOOXOAMMO YUUTHI-
BaTh HEKOTOPBIE IPUHIUIBI. Bo-miepBhix, Y3U mpo-
BOAAT He MeHee 3 pa3 B TeueHUe OepeMeHHOCTH, a II0
TMOKAa3aHUAM — C 0OJIbINIeHl KPATHOCTHIO U TIIATENH-
HOCTBIO UCCJIEOBAHUA BCEX OPTAaHOB U CUCTEM ILIOJA.
Bo-BTOpBIX, TIPU OpPraHM3AI[UU STOTO BUIA TPOQU-
JaKTUKY HEeOoOXOAMMO IpeIyCcMaTPUBATL CO3LAHUIE
MHOTOYPOBHEBOU CHCTEMBI B IIPOBEIEHUN IIPEHATAID-
HO-IMATHOCTUYECKUX MeponpuaTtuii. OuTUMaJIbHBIN
BapuaHT — ABa ypoBHA. IlepBBIil ypOBEHB — 3TO JKEHC-
KUe KOHCYJIbTAIluU U IPYyTHe aKyIIePCKO-TUHEKO0JIO-
TUUecKue yUpeKIeHUs, 00CTyKUBaIOIIe HaceJeHe
OIIpeIeJIEHHOTO paioHa, OCYINECTBJAIOIE IePBUY-
HYIO PETUCTPAIINIO, ITIOCTAHOBKY Ha yueT OepeMeHHBIX
¥ KOHTPOJIb 32 HUMU B COOTBETCTBUU C IPUHATHIMU
cragmapramu obcays:kuBanus. B CapaToBckoii obJac-

TH CeTh JeUeOHO-TTPOPUIAKTUUECKUX YUPEIKICHUN
npeacrasjeHa B 16 ropogax u 36 celbCKUX paiioHaX,
rae XopoIrno PYHKIIMOHUPYET aKyIIePCKO-THHEKO0JIO-
ruyeckas cay:kba. 3ajauya Ha 9TOM ypPoBHe — obeciie-
UyeHUe IPoBeJeHnsa CKpuHuHrosoro ¥Y3MU, B pesyibTa-
Te KOTOPOoro c)OpMUPOBATH [ABe I'DPYIIILI OepemMeH-
HBIX: OJIHA — C HOPMAJIbHBIM TeUeHreM 0epeMeHHOCTH
U ONpU3HAKaMU HOPMAJbHOTO PAasBUTHUSA ILJIOJA, BTO-
pas — 3TO MaIMeHTKH’, Y KOTOPBIX B Xoje Y3 BuIAB-
JIEHBI Te WJIW WHBbI€ OTKJIOHEHUS B PA3BUTHUU ILJIOAA.
WccnenoBanusa BTOPOTO YPOBHA — 9TO OoJiee yriy6-
JIeHHOe TIpOBeJeHMe o0cjiefoBaHUS OepeMeHHON u
ILJI0KA, OCYIIEeCTBJsieMoe 0oJjiee MOIIHBIMM IIO0 OCHA-
IIIeHHOCTH IEeHTPaMU, PAaCIIOJAralIluMy KBaJaudu-
IIUPOBAHHBLIMU CHEIMAJNUCTAMU MO0 3XoTpaduu Ijao-
Ia, IPOBeIeHNI0 MHBA3UBHON JUATHOCTUKY 1 TeHEeTH-
YeCKOMY aHaJIu3y OMONTATOB KJETOK IIoxa. Takum
neHTpoM A CapaToOBCKOIT 00J1aCTH ABJIAETCA PETHO-
HaabHad MIT'K. IToToK manueHTOK AJISA BTOPOTO YPOB-
HA (GopMUpYeTCA IO Pe3yJabTaTaM CKPUHUHTOBOTO
o0ceoBaHMsA Ha IEPBOM YPOBHE, a TaK:Ke OepeMeH-
HBIMU C YCTAHOBJIEHHOH Ipynnoi pucka mo BIIP niu
kKakoii-tuoo HB, croamumu nHa yuere B MT'K.

C mosiBIeHMEeM PermoHaJbHBIX MPUKa3oB «O Mo-
autopunre BIIP» (1998) u «O coBepIreHCTBOBAHUU
nmpeHatanabHO quarHoctuku» (2002) B CapaToBCKOM
obsactu, ¢ 1999 r. uncsio obpaIieHnil B peTuOHATb-
"y MT'K cyiecTBeHHO YBEeJIUYNIOCH, €3KEeTOJHO CO-
craBisas okoao 3000. IIpu sToM CyIllecCTBEHHO yBeJJIN-
YMJIOCHh YMCJIO OepeMeHHEbIX, oopaTuBinuxcsa B MI'K: ¢
33% 81999 r. m0 61,4% B 2004 r. MeTomnueckas pa-
6oTa ¢ BpauaMH pasHBIX CIEIHAJbHOCTEN IIpuBesa K
TOMY, YTO M3 UrcJa oopaTuBIiuxcsa 6osee 80% ObLIN
HamnpaBJeHbI BpauyaMu.

IIpumeHss coBpeMeHHBI IpeHaTaJIbHO- TUarHoC-
TUUYECKHUUN MOAXOJa NIPOPUIAKTUKH BPOXKIEHHOU U
HacJeACTBeHHON martojoruu (Tpuamza MetonoB: ¥3U
ILJI0Jja, CKPUHUHTI OepeMeHHBIX Ha ChIBOPOTOUYHBIE
MapKepbl, WHBa3WBHAsA QUATHOCTHUKA C IIOCJEIYIO-
UM TeHEeTUYEeCKUM aHAJIN30M KJIETOK ILJI0/a), MOK-
HO C BBICOKOM TOYHOCTBHIO YCTAHOBUTH U IIPEIOTBpPA-
TUTH poskaeHue pederka ¢ BIIP (B 65—70% cayuaes),
xpomocoMHbIMU (B 80—85% ) u MOHOTeHHBIMU 60JI€3-
Hamu (cBbiie 50 pacopocTpaHeHHBIX (HOpPM).

B mocaenmme roanl B mpeHATANLHOM sxorpaduu
maona ocoboe BHUMAaHUE CTAJNU YAEJATH IIOUCKY T.H.
MaJIbIX aHOMAaJIMU pasBUTUSA (MOPQPOJIOTUUYECKUE U3~
MeHeHUA OpraHa, BEIXOAAIINE 3a IPeAeIbl BApuaIuu
ero0 HOPMAaJILHOTO CTPOEHUA 06e3 CYIIeCTBEHHOI'O W3-
MeHeHUuA ero QPYHKIINN), YTO ITI03BOJISAET BBIXOAUTh Ha
IUATHOCTUKY 0oJiee IITMPOKOTO CIEKTPa BHYTPUYT-
POOHBIX MOPaKEHUH MJI0AA CUHAPOMAJIBHOI'O XapakK-
Tepa.

Oco0bIii MHTEPEC MIPEACTABISAIOT IIOPAKEHUI I'0-
JIOBHOTO MOS3Ta, YacTO B IIOCTHATAJLHOM IIEPUOME
MIPUBOLSAINME K TSYKEJIOM WHBAJIUIUIAINN, IIPEXKIE
Bcero K IiepebpajbHOMY Iapanuudy. V3MeHeHUS
CTPYKTYPBI U QYHKIIMKA MO3T'a MOTYT OBITH O0YCJIOBJIE-
HBI HAPYIIEHNeM ero BHYTPUYTPOOHOTro (hopmMupoBa-
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Tabruuya 4

IIporpamMmMa nmpeHATAIbHO-TMATHOCTHYECKOTO 00CIeTOBAHUS 0epeMeHHBIX
II10 BBIABJI€EHHUIO y ILJI0dA aHOMaJIPIﬁ pa3BuUTHUA

Bug nmarHocTuueckoro ucciaegoBaHuA

BeiaBasiemMast maToJorusa

IIEPBUYHOE OBPAIIIEHUE: 10—14 neneas 6epemennoctu. CranmapTt o6cieqoBanusa: GrsuKaIbHOe U THHEKO-
Joruyeckoe oOcefoBaHNe, KINHUKO-JIabopaTOpHLIe ucciaenoBanusd, ¥ 31, a TaksKe 110 MIOKa3aHUAM — UHBa3UB-

Had JUarHocTuka (0Momcus XOpuoHa).

1. YabpTpasByKoBoe o0OcemoBaHue BcexX OepeMeHHBIX,
IIOCTaBJIEHHBIX Ha yUYeT B YKEHCKOIN MJIM MeHeTUYeCKOM
KOHCYJIbTAIIUH.

VcranaBimnBaeTcsa TOUHBIN CPOK 6€PEMEHHOCTH, MHOTO-
IJIOAYE, COCTOSHNE XOPMOHA, aHTeHaTaJdbHas TuOeIb
IJIOKA, COMYTCTBYIOINE TMHEKOJIOTUUEeCKUe 3a0oJieBa-
HUA, yIrpo3a MPEephIBaHNA 6epeMeHHOCTHU. BrIgBIsgeTCA
yactb BIIP: ansHuIedanus, axoHAPOreHes, JIUM(pAHTHO-
Ma ey, CPpOCIIasacs IBOUHA U AP.

2. Buoncusa xopuoHa: g OepeMeHHBIX B BO3pacTe OT
35 sieT u crapiie, a TaKKe HaJIUYKe CJIyUdaeB CeMeiiHOT0
HOCHUTEJIbCTBA XPOMOCOMHOM UJIN T€HHOI MyTaIlUH.

Ha kJleTKax XoproHa IPOBOAUTCS XPOMOCOMHBIN aHAa-
JIN3, YCTAHABINBAETCS MeHeTUYECKUH II0JI ILJI0Ia U XPO-
MOCOMHAas MaToJaorud. MeTogoM OMOXUMUUECKOTO WU
JHK-ananusa ZuarHOCTUPYETCA PAJA HACJeJCTBEHHBIX
6osesHe’.

IIOBTOPHOE OBPAIIIEHUE: 20—24 negexs 6epemenHoctu. CtaHmapr o0ciiemoBaHuA: Qu3nKaIbHOE 06CIe0-
BaHMe, KJINHIKO-JIa00paTOPHbIE UCCIEI0BAHNS, YILTPA3BYKOBOE NCCIe0BaHNe, CKDUHUHT Ha CHIBOPOTOUYHbIE
MapKepbl HeKoTOPEIX BITP 1 XpoMOCOMHBIX 60JIe3Hel, a TaKKe II0 MOKAa3aHusM — NHBAa3UBHAA JUarHocTuka (6u-
OIICUS XOPUOHA W ILIAIeHTHI, KOPAOIeHTe3, aMHUOLeHTe3 1 IP.).

1. Y3U (BTOpoe) 11 Bcex OepeMeHHbIX.

Bo3MO0KHO BbIABJIEHUE IPEIJIeKaHUsI, OTCJIONKY ILIa-
IEeHTHI, AMHUOTUYECKUX TAKEeHN, MaJIo- © MHOTOBOAUSA 1
np. duarsocrupyerca mupokuii cuektp BIIP: nedex-
THI HEBPAJLHOU TPYOKU, ruapoiedanns, MUKpoIeda-
nus, omdasoiiese, TaCTPOIIN3NUC, aTeHe3U A KeayIKa 1
OYeK, MYJbTUKUCTO3 U MOJUKUCTO3 MOUEK, aMesusd,
axXOHAPOILIA3UA, JUMDPAHTUOMBI, T€PATOMBI, CHPEHO-
MUeJINsi, TIOPOKU Cep/lia u ap.

2. CKpuHUHT 6epeMeHHBIX Ha 0-(DeTOIMPOTEenH,
XOPUOTOHUYECKUH I'OHALOTPOIINH YeJIOBEKA U IPYTUe
CBIBOPOTOUYHBIE MapKeps! HA 16—20 Hen.

ITosBonseTr opmMupoBaTs rpymny pucka mo BIIP me-
BpaJbHOU TPYOKU, cuHapomy [layHa u APYyrUM XPOMO-
COMHBIM 00JI€3HAM.

3. uBasuBHAasA quarHocTuka (OMOICUs XOPHUOHA, ILJIa-
[EHTHI, KOPZO- ¥ AMHUOIEHTe3) — [10 IOKA3aHUAM.

ITosBosigeT AUArHOCTUPOBATH NIMPOKMI CIEKTDP MOHO-
TeHHBIX ¥ XPOMOCOMHEBIX 60JI€3HEI.

ITIOBTOPHOE OBCJIEJOBAHUE: 32—34 nenenu 6epemennoctu. Ctangapr odcaenoBanus: GrusmuraabHOe 00cie-
JOBaHVe, KINHUKO-1a60paTOPHBIE UCCIIEA0BAHNUS, YIbTPA3BYKOBOE UCCIEA0BAHNE, B OTAEIbHBIX CIyUYasaixX — NHBA-

3HMBHaA JUATHOCTUKA.

Y3U (TpeTbe) a5 Bcex OepeMeHHbIX.

ITosBoJsisfgeT MOMOJHUTENIHLHO OOHAPYKUTH HE BBISBJISAE-
Mble paHee BIIP — mopoku ro/ioBHOTO M03ra 1 JIMIIEBO-
TO uepelia, pacieJNHbI BepXHel ryosl u HEOa, aTpe3uu
KHUIIeYHUKA, reraToMerainio, nuadparMalbHy TPhI-
JKY, TUAPOHE(DPO3, aTPe3nio yPeTPhl U MOUETOUHUKOB 1
Ip.
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HUSA, TUIOKCHUEHN IJIoaa 1 ac(pUKCHell HOBOPOIKIEHHO-
o, BHYTPUYTPOOHBIMHY U IIOCTHATAIbHBIMU NH(PEKITH-
SAMU, TOKCHUKO-MeTA0OJMYEeCKUMU HAPYIIEHUSIMH U
np. Cremens u xapakTep AUCHYHKIIMKA MO3ra MOTYT
3HAUUTEJIHHO BapbUPOBATH, UYTO KJIMHUUYECKHU BbIpa-
JKaeTcs MIUPOKUM II0JIUMOP(OU3MOM HEBPOJOrMYeC-
Kux HapyiieHuii. B XapbKOBCKOM MeINKO-T€HETU-
YECKOM I[eHTPe IIPOBeJeHO MCCaeJOBaHte, BKJIIOUA0-
mree axorpaduio 227 60JILHBIX B Bo3dpacTe oT 1 MecAma
10 5 JIeT ¢ 3a[ePrK KOl ICUXOMOTOPHOI'0 PA3BUTHA, Pe-
YeBOr0 PAa3BUTHUSA, YMCTBEHHOI OTCTAJIOCTHIO, CYIO-
posKkHBIM cuaapoMmoM, [TITTI, MHOMKECTBEHHBIMU CTUT-
MaMu Au39MOpUOTeHesa, ITOCTHATAIbHOM TUIOTPODN-
et u ap. [12]. Kak nmokasaHo, mpeHaTaJIbHbBIE TTOBPEIK-
JIeHUus, BO3HUKAaoIue B I TpuMecTpe 6epeMeHHOCTH,
IPUBOIAT K (JOPMHUPOBAHUIO TOPOKOB paspuTud I[JHC
Kak B pes3yJbTaTe TepaTOTEeHHBIX (PAaKTOPOB, TaK U
UIIEMUUYECKU-TUIIOKCUUECKUX HEKPO30B TKAHU MO3-
ra. VIsyueHsl 1 TIIATEeIbHO OIIeHEeHBI IPU Pa3HBIX COC-
TOAHUAX TJIOJa 3 dXorpauuecKue I'PYMIIILI IPU3HA-
KOB, IIO3BOJIAIONINE HA PAHHUX CTAAUAX O€peMeHHOC-
T TOCTAaBUTDL MUATHO3 U MPEAIPUHATH JIeueOGHO-TIPO-
(unaxTrUecKVe MePhI MM SIMMUHAIINIO IJIONA.
V3meHeHMe HACIEICTBEHHOCTH B BUE TOABICHUA
TeHHBIX UJIU XPOMOCOMHBIX MyTaIuil (MyTaIlnOHHBIN
IpoIecc) — OOHO W3 HEOTHEMJIEMBIX CBOMCTB JKUBBIX
opraHu3MoB. B xo/ie ero HOBbIe MyTaIlMX BOSHUKAIOT,
(heHOTMIIMYECKY TPOSABISAIOTCA U, MOABEPrasich 0TOO-
Py, 1100 3aKPEILIAITCA B IOMYJIAINN, JU00 DJIMMU-
HUPYIOTCS. BOBHMKHOBEHNE MyTalluii IPOUCXOAUT B
pesyabTaTe BO3JEMCTBUS Ha HaCJIENCTBEHHBIA MaTe-
puaa pasinyHBIX (PAKTOPOB (PUBUUYECKOM, XUMUUEC-
KO 1 OMOJIOTUYECKOU IPUpPOoabl. IlosTOMY IIaBHBIM
MOMEHTOM B T.H. 9KOJOrO-T€HEeTUYECKOM II0IXO0e
TpOoMUIAKTUKY SBJSETCS CO3JaHue TaKOH CHUCTEMBI,
KoTopas ObI CHUIKAaJIa UJIN [OJHOCTHIO YCTPAHSIA BO3-
JeficTBUe OMOJIOTMYECKN aKTUBHBIX (DAKTOPOB CPEAbI
Ha HaCJIeICTBEHHOCTb yesioBeKa. CioZja BXOAAT U TOK-
CHUKO-TUTMEeHNYeCKOoe HOPMUPOBaHIE IIPOU3BOICTBEH-
HBIX 3arpA3HUTEJIel, 1 KOHTPOJb 3a PACIIPOCTPAHEHN-
eM JIeKapCTBEHHBIX ITPeIapaToB, MUINEBbIX J00ABOK 1
IPYTUX areHTOB ¢ 00513aTeJIbHOII NX TPOBEPKOM HA MY-
TareHHyI0 aKTUBHOCTb, CO3JaHMe IPernapaToB — aHTH-
MyTareHoB 1 Apyrue moxgxons! [13].
dDenomunuieckoe nHanpasnienue npopuraxKmu-
KU — 9TO KOMILJIEKC MePOIPUATUH, CIIOCOOCTBYIOIITIX
TPenynpe:KIeHNI0 KJIMHUYECKOTO Pas3BUTHUA 00Je3-
HU, CHUKEHUIO TAMKECTHU IPOSABJIEHUA U IPENOTBPA-
IIEHUIO OCJIOJKHEHUN 00JIe3HU, He YCTPAHASA OCHOB-
HOUM sTmojsornyeckuit axrtop. Ilo cytu menma, peusb
UIeT 0 KOMILIEKCE HNPOPUIAKTUUECKUX TepPareBTH-
uyecKkux mep, koropsie H.II. Boukos [14] onpenenser
KaK KOPPEKIINIO IPOABJIEHNA MaTOJOTMUECKUX IIPU3-
HaKOB (HOPMOKOIIMPOBAHNE) U OTHOCUT UX K TPETUU-
HOU mpodmaakTuke. OTHUM U3 IIUPOKO peasmsye-
MBIX IIOAXOZOB B 9TOM HAIIPABJEHUU SIBJISETCS IIPO-
(uraKTUYEeCKOe ITaTOreHeTUYECKOoe JIeUeHne HeKOTO-
prix HB obomena (HBO) c¢ menbio mpemympeskIeHUA
KJIUHAYECKOT'0 PA3BUTHS IATOJOIMYECKOro Ipoiecca

U ero ocJIoKHeHmii. [IpuMmepomM Takoro momgxonma AB-
JISIETCSI IIPOBOAMMBIN CKPUHUHT HOBOPOKIEHHBIX HA
(EeHUIKEeTOHYPUIO U BPOIKIEHHBIN I'UIIOTHUPEOS.

B psanme crpaH, B Tom umcie u B Poccumu, craia
BHEAPSTHCA IOAXO0/, B OCHOBE KOTOPOTO JIEKUT KOMII-
JIEKC MEPOIPUATHUI, MOJYUUBIINX HA3BAHUE «IIE€PU-
KOHIIEIIIMOHHAA TpoPuaakTukar» [2, 7, 15], meas Ko-
TOPOU — CHUIKEHNe PUCKa 3aYaTus 60JIbHOTO pebeHKa
3a CUeT CO3JaHUsA ONTUMAJIbHBIX YCJIOBUI AJIS CO3pe-
BaHUS 3aPOJBIIIEBBIX KJIETOK, UX OILJIOJJOTBOPEHUS U
00pasoBaHusA 3UTOTHI, €e MMILIAHTAIIMU U PAHHETO
pasButusa mioga. OCHOBHOe cofep:KaHUe MePUKOH-
MEeNINOHHON HPOPUIAKTUKKU OTPAKEHO B CTAThe
C.HU. Kosmosoii [7].

ITo namubIM, moayueHHBIM B Auriauu, CIITA, Ka-
Hange, Yexuu, Beurpuu, Xapskose [16—20], nokasa-
HUAMU AJIA TePUKOHIETIITNOHHON TPOPUIAKTUKY AB-
JAI0TCA caenyromiue: 1) Haauuue B ceMbe pucKa II0
BIIP — medeKThl HEBpAJLHON TPYOKM, PaCIIeIUHBI
ryobl m HEDA, MMOPOKU CepAla, aTpesuud W APYTue
MyJbTU(aAKTOPUAJIbHLIE TTOPOKU PasBUTUSA, 2) IIPU-
BBIYHOE HEeBBLIHAIIIMBaHUEe OepPeMeHHOCTU, WMeBIIIee
MECTO POJKIEeHUe JeTel ¢ THIoTpodueii, 3) caxapHBIH
nuabeT W HEKOTOpble APYyrue HSHIOKPUHOIIATHUU,
4) XxpoHMUeCKad coMaTuyecasi aToJOTUA ¥ OLHOTO U3
CYIpyTroB, 5) paboTa OTHOTO U3 CYIPYrOB HA IIPOU3-
BOJICTBE M KOHTAKT €T0 C 3arPA3HUTEJIIMU, IoaIaaa-
IOIIUMH II0]T TOKCUKO-TeHETUYEeCKOe HOPMUPOBaHMe.

C mo3UIUIA TreHeTUYEeCKON OIeHKU, IePUKOHIIe-
[MOHHAS IPOPUIAKTHUKA — 9TO IJIAHMPOBAHMUE 3aua-
TS W 0ePEeMEeHHOCTH C YUYeTOM S3HAHUS CYIPyramu
CBOEro reHeTUYeCKOr0, COMATHUYECKOI0 M PEIPOAYK-
TUBHOTO 30POBbsA. Il1aHMpPOBaHMUIO 3aUyaTusd 1 Oepe-
MEHHOCTH [OJI3KHO IIPEeIIeCTBOBATEL IIPOBEIeHUe Ie-
HETUYEeCKOr0 U aKyIIePCKO-THHEKOJIOTUYeCKoro o0-
caemoBaHUA (B CAyUYasaX XPOHUUECKUX 3a00IeBaHMI —
obOcyeJoBaHVe U JleUeHre IPYTUMU CIIeINaJInuCcTaMu’),
npoduIaKTUYECKOoe JieueHne, IPU KOTOPOM TJIaBHBIM
KOMIIOHEHTOM SIBJIETCSA MPUEM KOMILIeKCAa BUTAMU-
HOB rpyunsl B 1 (hosmeBoit KucaoTsI (10 3—4 Mr B CyT-
KU 3a 3—4 MecsIla 10 MJIaHUPOBaHUA 6ePEeMEHHOCTH).

Takum 06pa3oM, B HACTOAIIIee BpeMs 13 Peansy-
eMBIX B MPaKTHUUYeCKOM 3apaBooxpanenuu CapaToBc-
KOI 00JlacTU IpoTrpaMM MeIUKO-TeHEeTHUYeCKOU IIpo-
PUIAKTUKY BPOKAEHHOI 1 HACJIEICTBEHHOM IIaToJI0-
TUM MOKHO BBIZEJNUTH 4 mporpamMmbl: 1) reHeTuvec-
Koe KOHCYJbTUpPOBaHme, 2) MpeHaTaJbHasd AUATHOC-
TUKAa, 3) IepUKOHIEeNINOHHAS NpopuIaKTHUKA,
4) seoHatanbHbIN cKpuHUHT Ha HBO. [JonosHUTENH-
Hasg perumoHaabHad mporpaMma «O MOHHTOPUHTE
BIIP y mereii CapaToBCKOIT 06J1aCTH » , KpOME 33424 IO
OIleHKe pPacIpOoCTpaHeHUA BPOKICHHON IaTOJOTUU B
CBA3U C IIPOUCXONAIIMMU DKOJOTO-TeHETUUECKUMU
mpolieccaMy B HaceJIeHUHU, HacT BOBMOMKHOCTD CO Bpe-
MeHeM OIeHUTH 9(P(EeKTUBHOCTD IIJIaHUPYEMBIX B 00-
JIACTM MEAUKO-TEHEeTHUUYECKUX NPOPUIAKTUIECKUX
MEepPOIPUATHIA.

B macrosmieii ctaThbe moKasaHo 3HAUEHUE HACTEe-
CTBEHHOM 1 BPOKIEHHOU IIaTOJIOTUH B MJIaJeHUeCKOMI
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¥ IeTCKOU 3a00J1eBa€MOCTHY 1 CMEPTHOCTH, a TaKyKe B
neTcKoll mHBaguAHOCTU. [loKazaHbl myTu OOPBLOBI C
STOU IIaTOJIOTHEll, OCHOBHOI 13 KOTOPBLIX SABJSETCS
MeIUKO-TeHeTHUeCKOe KOHCYJLTHPOBAHIE C IIpeHa-
TAJbHON AUATHOCTUKON HMATOJIOTUHU IIJI0JA B TE€X CIIy-
yasgx, Ie UMeIOTCsA MOKa3aHusA IJIA MHBA3WBHON Te-
HeTHMYECKOU AMarHoCTUKUu. B Kaskmom perumoHe Poc-
cuu umeiorcss MI'K, nmpoBoasIie Te MJIu MHbIE BUIBI
npodpumaakTuku. OgHaKO0, YTOOBI IOAHATEL d(P(EKTUB-
HOCTBH 9TOM NMPOPUIAKTUKU, TPEOYIOTCA 3HAUUTEh-

HOe yJIyUIlleHre MaTepuaJbHO-IUarHOCTUUYecKou 6a-
3p1 MT'K, xKxBanmudukanmm reHeTUKOB, IPEKAe BCETO
IINTOT€HEeTUKOB, 61/IOXI/IMI/IROB 1 MOJIEKYJIAPHBIX I'e-
HETHUKOB, PEealbHO IEeMCTBYIOIAs CBA3b MeIUIIHHC-
KX ' HETHUKOB C aKyIllepaMu, HeOHaTOJIOI'aMM 1 CIIe-
MUaJrcTaMMi [JeTCKOM I[aToJOoroaHaTOMHYECKON
CayKObI. B oTOM BUANTCS peajabHBIN OTBET Ha yCIIeII-
HYIO peainsaiuio (pegepajsbHOM IPHMOPUTETHOM IPOor-
paMMbl B 00JIaCTH 34PAaBOOXPAHEHUA YW YJIYUIIEHU
nemorpaduueckoii curyanuu B Poccum.
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JHHEBOJH: HOBBIH AHTHBHOTHE JIJI HOBOPOXJEHHBIX H JIETEH?

3osomucmulil cma@uaIoKOKK ocmaemcsa 0OHUM U3 Ca-
MbLX Hacmuvlx 0071e3HeME0PHbLX MUKPOOPZAHUIMOE Y Helo-
6exa Hecmomps HA pa3pabomKy HOBbLX AHMUOUOMUKOS.
Jlunesonud saeansemcsa npedcmasumenem HOB020 KJIACCA
CUHMemuLecKux anmubuomuKkos — 0Kaca3oiuduUHOHO08, —
88€0eHHbLLX 8 NPAKMUKY U3-3A 803DOCULElL Pe3UCMeHMHOC-
Mmu 2pamMnoSOHUMELbHLLX MUKDPOOPZAHUIMO8 K MPaduyu-
OHHbLM anmubuomuram. Hunpopmayus o ¢papmarxoxute-
muke u npogpusie moaepaHmHocmu auHe301uda 8 demckoil
nonyaayuu 00bluHO ucxo0um u3 0AHHbLX N0 UCTLBLMAHUAM
Ha 83POCNbLX; U 0COOEHHO Maa0 OAHHbLX Kacaemcs HOo80-
poscdennvix demeii. B cmambe 0000ujeHbl XApaAKMepucmu-

KU JuHe30auda u docmynhsle aumepamypHoie OaHHbLE, KA-
canujuecs UCnoab306AHUSL JUHE30AUOA Y HOB0POHCOeHHbLX
u y Oemeit 6 yenom. Iloucku 6 «Mednaiine» npogoduaucs
3a nepuod 1990-2006 zz. ¢ KAI04E6bLM CILOB0M «IUHE30-
AU0» 6 KOMOUHAYUU CO CLOBAMU «HOBOPOHDEHHbBLE» , «2DY0-
Hble Jemu», «pebeHok», «neduampusa». JJonoanumenvHas
uH@opmayus nonryvena u3 «EscenedenbHblX 0M3bL606»
( «Reactions Weekly» ).

Cuzzolin L., Fanos V. // J. Chemother. — 2006. —
Vol. 1, Ne6.— P. 573-581.





