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Advances in genetics to solve new problems of pediatrics

P.V. Novikov

Mockoscknin HAW negnatpun n 0eTckom xmpyprumv

O0001IEHbI TOCTHKEHHS MEMIMHCKOl reHeTHKH K Havany XXI Beka v NoI4epKHYTO, YTO MeMIIMHCKAS FeHETUKA 3aHsIa JIUIUpYIoliee
MeCTO B Me,le/lKO-ﬁPIOJIOI‘l(l'-leCKOﬁ Hayke, aKKyMYJIMPOBAB Iepea0Bbie METO/Ibl M KOHUENIUN PA3HbIX MEAULIMHCKUX U 0MOIOrHYEeCKHX
JUCHUILIAH. T1aBHBIM HTOrOM Melll/llll/[l-[CKOﬁ T€HETUKH K KOHILY XX Beka cTajio CO3JaHHEe TeHETHYECCKUX TEXHOJIOTUi JJIA MEIUIIMHbI,
KOTOpbIE MO3BOJIMIN YCKOPEHHO PeliaTh TPyJIHbIe BONMPOCHI B 3ApaBooxpaHennd. Ha )oHe JOCTUTHYTBIX yCIEeXOB NMPOBEIEHA OLEHKA
BKJIAJIa OT/IEJIa BPOXKIIEHHBIX M HACJIEICTBEHHBIX 3a00JeBanuii y aeteii Mockosckoro HUM neanatpuu u 1eTCKO# XUPYPriM B pelieHue
KPYIHBIX MPOOJIeM MeIUATPUM — PAHHEH J0CMMITOMATHYECKOM AMATHOCTHUKH HACJIEJCTBEHHbIX 00Jie3Heil 0OMeHa BelecTs, Bepugu-
KAIM{ HACJIeJCTBEHHOI MaToIoruu cpeau HeaugdepeHIMpoBaHHbIX MATOJIOTHYECKUX COCTOSIHUI Y IeTeid, ucciea0BaHue NaToreHesa,
Pa3padoTKy Croco0oB JIedeHus U NPOMUIAKTHKHA HAC/IEICTBEHHBIX 3200 1eBAHMI.

Karoueesvie crosa: demu, kaunuueckas eenemuxa, neduampus, MeouKo-2eHemu4ecKas nomMousd.

The advances made in medical genetics by the early 21st century have been summarized and medical genetics is emphasized to have
held the lead in biomedical science, by accumulating the advanced technologies and notions of various medical and biological dis-
ciplines. The development of genetic technologies for medicine, which made it possible to solve difficult health care problems in an
accelerated fashion, became the major result of medical genetics by the late 20th century. With the achieved successes, the author
has assessed the contribution of the Department of Congenital and Hereditary Diseases, Moscow Research Institute of Pediatrics
and Pediatric Surgery, in solving the major problems of pediatrics — the early presymptomatic diagnosis of hereditary metabolic
diseases, the verification of hereditary pathology among the undifferentiated abnormalities in children, the study of the pathogenesis
of hereditary diseases, the development of their treatment and prevention modes.

Key words: children, clinical genetics, pediatrics, medicogenetic care.

B3aI/IMOBJ'[I/IHHI/Ie TeHETUKU W MEIUITMHBI 00ECTICUNIIO
TOT KOJIOCCATBHBIN PHIBOK B UCCIICIOBAaHUN HACTICI-
CTBCHHOCTH YEJIOBEKAa M peau3allid HayIHBIX TOCTHU-
>KEHUW B MPAKTUKY, KOTOPbIN HAOII0NAICs B MOCIEAHNUE
30—40 set. Ha py6exe XX n XXI BeKOB MeIULIMHCKAsT
TeHeTHKa 3aHsUIa JTUAUPYIOIIee MECTO B MEIMKO-01OJI0-
TMYECKON HayKe, aKKyMYJTMPOBaB TIePeIOBbIe METOIBI 1
KOHIICTIIIUN Pa3HBIX MEIUIIMHCKUX M OMOJOTMYCCKUX
TVCIIATUTVH.

[JTaBHBIM MTOTOM MEIWIIMHCKON TEHETHKU K KOH-
1y XX BeKa CTaJlo co3JaHue TCHETUUCCKUX TeXHOJIOTHI
IUTSI MEIMITMHBI, KOTOPBIE TTO3BOJIMIIN YCKOPEHHO pelaTh
TPYOHBIC BOIMPOCH B MEAWIIMHE W 3IPaBOOXPAHCHUU
(CM. PUCYHOK).

Ceifuac KakK HHMKOTIA W3yYeHUE TCHETUIECKUX 00-
JIe3HeH TpeOyeT neTaTbHOTO TIOHMMAHUST MOJICKYIISIPHOM
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MTaToJIOTUH, (DU3UOJIOTUU ¥ OMOXMMWUH TeHOMA YeJIOBEKa.
IIpas naypeat Ho6enesckoit mpemuu I1. bepr (1981), ko-
TOPBII CKa3all, YTO HaM MOTPEOYIOTCS Bpaul, HACTOJIBKO
OCBEIIOMJICHHBIC B MOJICKYJISIPHOW aHATOMUU W (hU3HO-
JIOTUA XPOMOCOM M TCHOB, HACKOJBKO KapAMOXUPYpPT
3HAET paboTy cepila W CTPYKTYPY COCYIMCTOTO IepeBa.
Ho eme panbiie, B 1935 . Halll BbIIAIOIIMIACS OTEYECT-
BeHHbIH (pusuosor M.I1. [TaBioB Bbipa3ui o4eHb Tiy0o-
KO 3HAYCHUE TCHETUKHU U METUIIMHBL: «...Harmm Bpaumn
ITOJKHBI, KaK a30yKy, 3HAaTh 3aKOHBI HACJICICTBCHHOCTH.
Borutonienne B XXW3Hb HayIHON MCTUHBI O 3aKOHAX Ha-
CJICZICTBEHHOCTH TIOMOXKET M30aBUTh YEJIOBEYECTBO OT
MHOTHX CKOPOEH 1 TOps».

CoBpeMeHHasT MEOUIIMHCKAsT TEHETHKa BOOPYXKWIIA
KJIMHUIIMCTOB METOIaMW PaHHEU, TOKITMHUIECKOU (Io-
CHMIITOMATUIECKOM) W Hake TpeHaTaJbHOW JMarHoc-
TUKW HACJICJICTBEHHBIX OoJie3Hel. MHTEHCUBHO pa3Bu-
BalOTCST M B HEKOTOPBIX IIEHTPaX MPUMEHSTIOTCST METOIBI
MMPEUMIUTAHTAIMOHHON (0 WMILTAHTALIMKM 3apOJIbIIIa)
TIMarHOCTUKM.

[IporpamMmma TpodWIAKTUKY BPOXKICHHBIX U HACICI -
CTBCHHBIX 3a00JIeBaHUI Oa3upyeTCsl Ha JTAHHBIX O «IPY3e»
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Hosuiog I1.B. LOCTUXEHNS TEHETUKMN B PELLEHUM HOBLIX NPO6eM negmaTpum

TeneTnueckue TexHoysoruu B MeauimHe XXI Beka

Ho3zonorunueckas Bepugukaiysi HacaeACTBEHHbIX
Oone3Hei

| _INaroreHes HacieCTBEHHBIX OOJIE3HEN
TTpryMHBI KIMHUYECKOTO MoIMMopdu3Ma
PacimmdpoBka sTnonornyeckux (pakropoB XpOHU-
YECKOro TeYeHMs1 0oJie3He

JlrarHocTrka HacJlIeCTBEHHBIX U MH(MEKIIMOHHBIX

Oone3Hei

MexaHU3Mbl UHAMBUAYATBLHOTO TE€UEHWSI O0IE3HU
— [laToreHeTnueckoe JeueHre HACIEACTBEHHBIX

Oone3Hei

Co3snaHue JIeKapcTB Ha OCHOBE TeHHO MHXEHEPUU

ITpodunakTrika HaceACTBEHHbIX O0IE3HEI

[eHeTuKO-rurueHnYecKoe HopMUpoOBaHUe (PAaKTOPOB
OKPYXaIoIIe cpeabl

— [IpemynpexaeHne MyTareHHbIX, TEPATOTEHHBIX 1
KaHILIEpOreHHBIX 3(phekToB
Co3naHue HOBBIX BaKIIMH

Pucynok. Teneruka — meuuune.

HaCJIeICTBEHHOI TTaTOJIOTUH, KOTOPBIH JTOBOJILHO 3HAYH-
TeJICH U B 0000IIICHHOM BHIE COCTaBIsIeT 5—35,5% cpenu
BCeX HOBOPOXIEHHBIX. [Ipy 3TOM Ha HOJIO TEHHBIX 0O-
Jie3Helt puxoautes npumepHo 0,5—1,5% cpeam XuBo-
POXIEHHBIX, XpoMOCOMHBIX — 0,4—0,7%, GonesHeir ¢
CYIIIECTBEHHBIM KOMITOHCHTOM HAaCJICICTBCHHOMN TIpesi-
pacnionoxxeHHoct 3—3,5% (cpeau meteii oo 5 JeT), He-
coBMeCTUMOCTH MaTepu U ioga — 0,4%, BpOKIEHHBIX
ITOPOKOB pa3BuTHs — 1,9—2,2%. MeauimHCKue TeXHO-
JIOTUU O0ecneuyusid yCIelnIHOe JieueHUue MHOTUX (hopM
TTaTOJIOTHH.

Cnoxuiach CTpoliHas cructeMa MpodUIaKTUKU Ha-
CJIEZICTBEHHBIX OOJIC3HEW: MEIMKO-TeHeTUIeCKOe KOH-
CYJTBTUPOBaHUE, TIPEKOHIICIIIIMOHHAS TPOohUIaKTHKa,
TpeHaTajdbHasl OUATHOCTMKA, MaccoBasl JIMarHOCTHKaA
Yy HOBOPOXJEHHBIX HACJIEJACTBEHHbIX 00se3Hell oOMeHa,
TTOITAIOIINXCST TUETUIECKOM U JIEKapCTBEHHON KOppeK-
LMW, TUCTIAHCEPH3aIlsl OOJBHBIX W WICHOB MX CEMEH.
BHenpeHue 31O cHUCTeMBl 0OeCTieUrBaeT CHUXKEHNME Ha
60—70% JacTOThI POXKICHUS AETCH ¢ BPOKICHHBIMU TI0-
pPOKaMU pa3BUTHS M HACIEACTBEHHBIMU OOJIC3HSIMU.

He mouteXXntT cOMHEHHIO, YTO METUKO-TEHETUIECKOE
HaITpaBJIEHNUE TOJIKHO CTATh JTMIVPYIOIINM B ITeANATPUN.

MOXHO yIMBIISTBCS TTPO30OPJIMBOCTH HAIITX OTEYECT-
BEHHBIX YYCHBIX-TICIUATPOB, KOTOPHIC B YCIOBUSIX Hera-
TUBHOTO OTHOIIIEHMS K TCHETUKE, CYMEJIN TOKa3aTh BaXkK-
HOCTh M HEOOXOMWMOCTb WCITOTH30BAHUST TOCTUXKEHHI
HayJHOU TEHETWKW B IPaKTUIeCKOW MemuinHe. Emne
B 60-x romax 20-ro cronetus akagemuk I H. Cnepanc-
KUl OTMETWII MEePCTICKTUBBI Pa3BUTHS TIEIUATPUM, CBSI-
3aHHbIE ¢ MEIMIIMHCKON TreHeTuKoil. Akanemuk PAMH
IO.E. Benbruiues, cieaysi 3aBeTaM CBOETO YUYMTENsl, 10-

owics otkpbiTust B 1970 . HOBOro HayyHOro otjejia B
crpyktype MockoBckoro HUWM menmarpum u nerckoi
XUPYPTUU — OTIeJa KIIMHUIECKOM TeHETUKH.

Co3naHHbI BIEepBble B Halllell CTpaHe OTAE] TaKoro
tuna c 1970 o 1987 . osrnasnsia mpod. FO.U. BapaiiHes,
¢ 1987 mo 2001 r. — mipocp. JI.3. KazaHuieBa, MHOTO clieiaB-
mue it ero ctaHonieHus u pazsutus. C 2001 1. pykoBo-
nurtenem otaena sisisiercs npod. I1.B. HoBukos. Otnern,
CO3MAHHBII TTOCIe MHOTHX JICT TOHEHUI Ha TCHETUKY, CTall
TIEPBBIM KIIMHUKO-TEHETHUECKM HAyIHBIM ITOIpa3esie-
HHMEM B MHCTUTYTE ITEAUATPUICCKOTO TIPODIIIS.

B 1972 . B MockoBckom HUU nienuatpuu u neTckoi
XAPYPTrUU Havajl aeiicTBoBaTh LIeHTp HaciemcTBEHHOM
MTaTOJIOTUH y IETE, KOTOPHBI TIepBbIC S JIeT (DyHKIIMOHMU-
pOBaJI KaK MeXpailOHHBIN MEeIUKO-TeHETUUECKUIA TICHTP
U 00CITYKMBaJl HECKOJIbKO paiiloHOB MOCKBEI; Ha ero 6ase
B 1973 1. Obula co3maHa TeHeTUYecKasi KOHCYJIBTallMsl.
O0BbeM pabOTHI LIEHTPA U OTAe/a KIMHUYECKON TeHETUKHU
TTOCTOSTHHO BO3pacTall, MX JAesSTeTbHOCTh OXBaThIBaIa BCE
pernonbl Poccuiickoit @enepaumu. C 1988 T. ieHTp OBLT
npeoOpa3oBaH B PecrybiuKaHCKMiT IEHTP HACJIECTBEH-
HbIX OoJie3Hell y aereit, a ¢ 2001 . — B leTcKUil 1IEHTp
MunsnpaBa Poccum 10 HacIeICTBEHHOW TATOJOTUM
(IMTpukaz M3 PO Nel25 ot 20.04.2001) Ha 6a3e Moc-
koBckoro HMUW nenmnatpuu n nerckoit xupypruu (Iup.
— npod.A.Jl. Llaperoponiies). OTcyTcTBUE MOMOOHBIX
LIEHTPOB B HAIIICH CTpaHe U 3a pydexkoM Hen30exKHO TpH-
BOJIMJIO K yuebe Ha COOCTBEHHBIX OIIMOKAX U HEOOXOIM-
MOCTH TTOCTOSTHHOTO aHayim3a 3(PhOEeKTUBHOCTA HAayYHOM
W TIPAKTUIECKOM IESTEITBHOCTH.

OCHOBHBIM HayYHBIM HaIlpaBJicHUEM OTIeJIa C CaMo-
TO Havajia eTo CO3IaHUs U IO HACTOSIIIIee BPeMs OCTaeT-
cs1 UCCIIeIOBaHNE METa0OJIMISCKUX U ITUTOTEHETUIECKUX
MEXaHU3MOB Pa3BUTUST HAPYIIEHUI TICUXUIECKOTO U (Pu-
3UYECKOTO Pa3BUTHSI JICTCH.

3amayaMy OTHeNa SIBJSUTUCH: pa3paboTKa ITPOCTHIX
" 3P HEKTUBHBIX CUCTEM paHHEW JMarHOCTUKU HacJell-
CTBEHHBIX 0OJIe3HEH y IeTeil Ha TOKJIMHWYECKOM CTaINM;
MOUCK HaIEeXKHBIX KpUTepUeB AudbepeHIMaTbHOM ra-
THOCTUKY HaCJIeICTBEHHBIX 3a00JICBAHUIT W COCTOSTHUIA,
WMWTHPYIONINX HACICICTBEHHYIO ITaTOJIOTHIO B TETCKOM
BO3pacTe; WCCIeIOBaHUE TATOTCHETUYECKUX MeXaHW3-
MOB (hOPMUPOBAHUS ITATOJOTUIECKOTO (hEHOTHUIIA; CO-
3MaHWe W BHENPEHUE METONOB KOMIUICKCHOW Teparmu
HacJICAICTBEHHBIX HApYIICHUI pocTa W Pa3BUTHS; OTpa-
00TKa M BHEIPEHNE COBEPIIICHHBIX METONOB MpohuIaK-
TUKU BPOXKJICHHBIX U HACJIEICTBEHHBIX OOJIE3HE Y AeTei,
a TaKoKe TIPUHITAIIOB MEIMKO-TeHETUIECKOTO KOHCYJIBTH-
POBaHUS B ITEAINATPUUECKON TIPAKTHKE.

Hayunble pa3paboTKu oTaesa IO CO3TaHUIO OIITH-
MaJbHOUM OpPraHW3allMOHHON MOIETW OKa3aHWs CITCIIH-
ATU3UPOBAHHON MEIMKO-TeHETUICCKON TTOMOIIN IETSIM
C BPOXJIEHHOW M HACJIEICTBEHHON IMAaTOJIOTUEN CTPOU-
JIUCh Ha OCHOBE ydYeTa TOTPEOHOCTEH IMPaKTUIECKOTO
3IMPaBOOXPAHCHMSI, MCXOJISI M3 KOHIICTIIINN 00eCTICUCHMSI
MOMOIIM pedeHKY Ha BCeX aTanax U ypoBHSX 00cieno-
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BaHMS W JIEYCHUST peOeHKa. YKe TepBbIe Pe3yTbTaThl
HayJHBIX WCCIICIOBAaHUN OTHeNIa TIOATBEPAMIN TE3UC
I ®aHKOHM O TOM, YTO «MHOTHE PeIKUe OOJe3HU PEIKU
JI0 TeX MOp, M0Ka 0 HUX MaJIO 3HAI0T». 3a 40-1eTHUil nepu-
ol GYHKIIMOHUPOBAHUS OTHETa KIMHWMYECKON TCHETUKU
aMOyTaTopHasl M CTallMOHAapHas MEIUITMHCKAS TTOMOIIh
ObL1a okazaHa 6osee 40 000 GosIbHBIX IeTel ¢ pa3HOOOpa3-
HOM BPOXIEHHOM Y HACIENCTBEHHOM MaTOJIOTMEN U3 pas-
JIMIHBIX PETHMOHOB Halllel CTpaHbI ¥ M3-3a pyoeka.

Ha perreHre ocTpbIx Tpo0JieM paHHETO BBISIBJICHUS
Ha TOCUMITTOMATHYECKOM 3Tarle HacJIeICTBEHHBIX Hapy-
IIeHUT OOMEHa BeIIecTB ObLTM HAaIpaBJIeHBI AUcCcepTa-
IIMOHHBIC Pa3pabOTKU, KOTOPBIE MPUBETN K BHEIPECHUIO
TIporpaMM MacCOBOTO CKPWHWHTA Ha HaCJICICTBEHHBIC
0oJie3HU OOMeHa Y HOBOPOXIEHHBIX JIeTei B MeauaTpu-
YecKylo MPaKTUKY. BriepBple B Hallleil cTpaHe B Havyaye
70-x rogoB XX Beka ObLI pa3paboTaH U BHEIPEH Macco-
BBIl CKPMHUHT Ha (DEHWIKETOHYpHIO, JielimHo3 (Yu-
yepuHn JL.II., 1975), mykoBucuumo3 (AHtoHoBa M.B.,
1977). Ceityac MOXHO rOBOPUTH O HECOBEPILIEHCTBE pa3-
pabOTaHHBIX CITIOCOOOB MMArHOCTUKY, HO IPYTUX Ha TOT
TIePUOJ ¥ He cylecTBOBaO. [1pr MeAMKO-TeHETUIECKOM
IleHTpe ObuTa co3maHa [opoackass IeHTpau30BaHHAsI
Jaboparopusi, B KOTOPOW €XErOmMHO OOCIIECIOBAIIOCH JO
90 000 mereii. K coxaneHnuio, ata IesITeJIbHOCTh HE IO-
JIy9WJia TIOAICPKKHA TOPOICKOTO 3IPAaBOOXPAHCHUS, U
TIporpaMMBbI Yepe3 YeThIpe Toaa ObUTH CBEpHYTHI. OTHAKO
HacyITHas TOTPEOHOCTD B 3TUX UCCIICIOBAHUSIX COXPaHSI-
JIaCh, ¥ OHU OBITM BO3OOHOBJICHBI CITYCTST HECKOJIBKO JICT,
KOT[a IMPUIIIOCh HABEPCTHIBATD YITyIIECHHOE 1 JOOUBATh-
Cs1 YPOBHSI Pa3BUTBIX CTPaH MUpa.

Hapsimy ¢ pa3paboTkoif METOIOB MacCOBOTO CKPH-
HWHTA Ha TEHETUYECKYIO ITaTOJIOTHUI0 HECOMHEHHYIO Ha-
YIHO-TIPAKTUYECKYIO0 3HAYMMOCTh WMEIN pa3pabOTKu
METOJIOB CEJICKTUBHOTO CKPMHWHTA Ha MHOTHE BUIBI Ha-
CJIEZICTBEHHBIX HapYIIEHWI OOMEeHa BEIIEeCTB: aMUHOKHC-
JoT — TpunTodana, ructuauHa (Pasunckas U.H., 1977,

Hukonaesa E.A., 1981), yrieBomoB — rajakro3eMuUu
(EpmakoBa JI.U., 1977), murmmanoB (®Pypc B.A., 1977),
HAaCJIeICTBEHHBIX  CHHAPOMOB,  COITPOBOXIAIOIIMXCS

oxupenueM (ITaxomoBoii B.M., 1979). Onu nozsonuiu
HE TOJBKO PaHO MMArHOCTUPOBATh 3a00JIEBaHUSI, HO W
YCTaHOBWTDH WX YaCTOTy B IeTCKOU momysmmu. Uccie-
TIOBaHUST HapYIIEHHOTO OOMEHa BEIIECTB IOITOHSIINCH
pa3paboTKaMu KBaTMMETPUUECKO cucteMbl auddepeH-
LIMATbHOM TUATHOCTMKM HACJICICTBEHHBIX HapYIICHHI
oOMeHa aMIHOKUCIIOT Ha mojlabopatopHoM atare (ITap-
toumr T.T., 1977). B cBs3u ¢ mo3aHeit nMarHOCTUKOM (e-
HWIKETOHYPHH, YacTO HaOJIOaBIICHCS Ha TEPBhIX 3Ta-
rmax u3y4eHwus1 3a0osieBaHusI, y 00JIbHBIX OOHAPYKMBaJach
TSDKeJast yMCTBEHHAsI OTCTAJIOCTh, UTO TPEOOBaIO BEIOOpa
COOTBETCTBYIOIICH Tepanuy Pa3BUBIIETOCS COCTOSTHUS.
DTO cTajio BO3MOXHBIM ITOCJNIE MCCIICIOBaHM, MPOBE-
neHHeix B otaene (KypbaroB M.b., Hukonaesa E.A.,
1988) 1 BbISIBUBLIMX HapylleHHE OOMeHa KaTexoJaMU-
HOBBIX HEMpPOMEIUATOpPOB U CHIDKCHUE (DYHKIIMOHAIb-

NEPELJOBAS

HOTO COCTOSIHUSI CEPOTOHMHOBOM CUCTEMBI Y OOJIBHBIX
¢ denmkeronypueii. [TomydeHHBIC TaHHBIC TTO3BOJIMITN
Ha3HavyaThb OOJBHBIM TTATOTCHETHMUYECKM OOOCHOBAaHHYIO
TEpanuio ¢ BKIIOYCHUEM IIpEerapaTtoB, KOMIICHCUPYIO-
IIMX HApYLIEHHBI HeMpoMenuaToOpHbIi OOMEH M OKa-
3BIBAIOIINX TIOJIOXKUTETHbHOE BIMSHUAE Ha TICUXMYCCKUI
craryc nauueHToB (azaceH, HaKOM, HOOTPOTWJI U JIp.).
J11s1 OOBEKTUBHOTO aHAIM3a TUHAMUKU HEPBHO-TICUXU-
YeCKOTO Pa3BUTHS IETe ¢ HACIEACTBEHHBIMU 3a00JIeBa-
HUSIMU UMEJT BaKHOE 3HaUeHWE pa3paboTaHHBIC B OTIE-
JIe KPUTEPUH OIICHKM TI03HABATEIbHBIX (DYHKITMHN IeTeit
(Tpoumkas JI.A., 1992).

BaxHeifiree 3HaueHUe UIS TIEIUATPUA MMEET TIPO-
OJleMa poJIM HACJIeACTBEHHBIX (DAaKTOPOB B HAPYIICHMSIX
pocta 1 pa3BuTHA neTeil. KoMIuIeKCHbIe MeIUKO-TeHEe-
TUYECKIE NCCIIEIOBaHMSI, TPOBEACHHBIC B PSIIE CEBEPHBIX
cenax-u3onsrtax (Kazanuesa JI.3. u coaBrt.,1978), mo3Bo-
JIMJIA YCTAHOBUTD OOJIBIION yaeabHbIN Bec (okoio 20%)
WHOpUIVMHTA B (DOPMUPOBAHUN HAPYIICHUN TICUXUIEC-
KOTO pa3BUTHSI ACTEH.

YyuThiBasi BaXHOCTb paHHel AuddepeHIanbHOI
MIMAaTHOCTUKY HACJIEACTBEHHBIX (POPM PaxMTOTIOTOOHBIX
0oJIe3HEe OT MMPOKO PACTIPOCTPAHEHHOTO CPelN JeTei
KJIACCUIECKOTO paxvTa, B OTHIEse ObUT BHIITOJHEH KOMII-
JIeKC UcciieloBaHuii 1o faHHoi npobieme (Lunos A.B.,
1977; Hosukos I1.B., 1981; Cropoxes B.JI., 1981; dart-
kymmuHa ©.@., 1982). Beutn orpeneneHbl KpUTEPUU
nuddepeHInaIbHON AMAarHOCTUKKM BUTaMMH D-pesuc-
TeHTHoro u D-3aBucumoro paxura, 6oje3Hu ne ToHu—
[ebpe—®DaHKOHN W TTOYEYHOTO TYOYJISIPHOTO allumo3a,
BBIIEJICHBI KIIMHUKO-OMOXMMUYECKUE BapUaHThI 00Jie3-
Heli, copMymrpoBaHa KOHLEIIAS BUTaMUH D-nedu-
IIMTHOTO PaxuTa y JeTeil KaK 00JIC3HU C HACJIeICTBEHHBIM
MPeIpacIioONOXEeHNEeM, CO3aHa HOBasI CMCTeMa TPOTHO-
3UPOBAHUSI, JICYCHUS ¥ IPODIIAKTUKY paX1UTa U PaxuTo-
nono6HbIx 6ose3neit (Houkos I1.B., 1992).

Ha mpoTsckeHUM MHOTHX JIeT OTAe 3aHUMaeTcsl pe-
IIEHUEM CJIOKHOM MpoOJIeMBbl HaCJIeNCTBCHHBIX HapylIle-
HWI1 00OMeHa COeTMHUTETbHOM TKaHW. Ha miepBbhIX aTamax
CTaHOBJICHUSI TCHETUICCKOM KIIMHUKY BaXKHOE 3HAYCHUE
UMeu pa3paboTKu KputepueB nuddepeHmaibHoM 11ua-
rHocTuku 3TuX coctosinuii (Cemsukuna A.H., 1975; Ho-
BukoBa .M., 1981; AdbacoBa C.A., 1981). B pesynbrare
HCCIIeIOBaHUST KIIMHUYECKOTO MTOMMOpbu3Ma 00JIe3HI
MapdaHa, HECOBEPIIEHHOTO OCTeOreHe3a, apTPOrpH-
1o3a ObUTM YCTAaHOBJICHBI M3MEHEHUST OCHOBHBIX TUIIOB
KoJuTareHa M (hMOpOHEKTHHA B COCAMHUTEILHOUN TKaHM,
IlaHa OIleHKa POJIM SHIOKPUHHBIX (PAKTOPOB B pPEryIIsi-
LMY METabOTM3Ma U POCTa, BBISBIICHA POJTb HAPYIIIEHHBIX
nporieccoB pernapauu JHK npu cunapomax Dnepca—
Janno u Mapdana.

YrnyGiieHHOe U3ydyeHMe TaTOTEHETUYEeCKMX MeXa-
HM3MOB psiia HACJICACTBCHHBIX OOJIe3HEH HapyIIeHHOTO
oOMeHa aMWHOKWCIIOT, B YaCTHOCTH (heHWIKETOHYPUHN
(Kopneituyk B.B.,1978), nmo3Bosnio ycTaHOBUTb BaxKHOE
3HAYCHME B TeHe3e 1epeOpabHBIX PACCTPOICTB HE TOJBKO
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TIEPBUYHBIX JePeKTOB MeTabomM3Ma heHMTaTaHHA, HO 1
BTOPUYHBIX HAPYIICHU 0OMEHa, BOSHUKAOIIINX B PE3yTh-
TaTe CTPYKTYPHO-(PYHKIIMOHAIBHBIX PACCTPOMCTB Tieue-
HM, YTO JaJI0 OCHOBAHWE TSI BKITIOUCHMSI B JICUCHUE IeTCi
rernaTornpoTeKTOPOB Ha (poHe (heHMIaTaHUHACHUITUTHON
nmueThl. Ha ocHOBe MaTOreHeTHIecKnX pa3paboToOK HEeco-
BEPIIICHHOTO OCTEOTeHe3a ObLIa MPeToKeHa BEICOKOA(D-
(bekTMBHASI ¥ OpUTHHATIBHAS CXeMa TepaIti 3a00JIeBaHMsI
C WCITOJIb30BaHUEM TOPMOHATBHBIX TTPEIapaToB — CoMa-
TOTpPONUHA 1 cTepouiHbIX ropMoHOB (besosa H.A., 1987).

CoBpeMeHHasT AMArHOCTHKA HACJICACTBEHHBIX 00-
JIe3HeH Bce 0oJiee CTPOUTCST Ha MCITOTh30BAaHUM HAYJYHO-
TEXHUIECKUX TOCTHXKEHWI W TIOCTOSHHO COBEPIICHC-
TBYIOLITUXCST TeXHOJIOTHi. [1oaTOMy B HacTosiiee Bpemst
BaXHOE 3HAYCHWE TMPUHAUICKNUT KOMITJICKCUPOBAHUIO
HayJIHBIX MCCIENOBAaHUI C JlTabopaTtopusMu (GyHIaMeH-
TaJbHOTO M CMEXHbIX Npoduieit. B Onuxaitnime romabt
YPOBEHB ITpe- ¥ MMOCTHATAIIBHOW TUATHOCTUKU, OCOOEHHO
HAaCJIeICTBEHHBIX Ne(heKTOB OOMEHA BEIIECTB, TOBBICHUT-
s 33 CYET TAKUX MOIITHBIX METOJIOB aHAIMTUIECCKOM O1O-
XMUMWH, KaK TaHIEMHasl XpOMaTO-Macc-CIeKTPOMETPHSI,
KanuUISIpHBIN ~ 3JIeKTpodope3,  IMyJbc-3JIeKTpodopes,
MUKPOYMIT TEXHOJOTUU W Jp. VX mumpokoe BHempeHUE
B TIPAKTUKY CACPXKUBACTCS BCE €IIe COXPAHSIIOIICICS T0-
POTOBU3HOI 000PYIOBAHUS M PACXOTHBIX MaTEPUAJIOB.

OTaen TeHeTUKHW TIPOBOIUT MCCIICIOBAaHUS B TECHOM
KOOTIEpal C IPYTUMU HAyYHBIMHM TIOAPA3NCICHUSIMUI
WHCTUTYTA, YTO TTO3BOJISICT HAMEYaTh HOBBIC ITyTH BHISB-
JICHUSI W JICUCHUsI HACJCICTBEHHBIX 0OJIe3HEl, KOTOPhIC
paHee OCTaBaJIMCh HEW3BECTHBHIMU. biaromapss Takum
KOMIUTEKCHBIM, Ha4aTbIM B WHCTUTYTE WCCIICIOBAHUSIM
(akan. PAMH 1O.E. Beabruies, npod. A.1. Kiem60B-
ckuit, pod. B.A. FOpbeBa) Obla akTyaJIu3upoBaHa Ipo-
OJleMa MUTOXOHAPUATBHBIX 3a00yieBaHMA y meTeil. Boin
pa3paboTaH M UCTIOJIb30BaH TUAarHOCTUIECKUI aJlTOPUTM
TTEPBUIHBIX M BTOPUYHBIX MUTOXOHAPUATHHBIX O0JIC3HEH,
OCHOBAHHBIN Ha KIMHUYECKUX, MTAaTOMOP(OIOTUICCKUX
1 OMOXUMUIECKUX KPUTEPUSX TUArHOCTUKU. YTITyOJIeH-
Hble HayYHbIE pa3pabOTKM 3TOU MpoOJIEMBl OTAENA TeHE-
tuku (HukonaeBa E.A., 2000) u naboparopuu o6111eii na-
tonoruu (Cyxopykos B.C., 1998) no3Bojuiu He TOJIBKO
YCTaHOBWTD BaXKHOE 3HAYCHWE TTEPBUYHBIX MUTOXOHIPH-
TBHBIX OOJIE3HEH B TIATOJIOTUH AETCKOTO BO3pacTa, HO 1
BBISIBUTDH BBIPaKCHHBIC MUTOXOHIPUAIBHBIC HAPYIIICHUSI
TIPU IPYTUX 3a00JIeBAaHUSX — HACIEACTBEHHBIX OOJIE3HSIX
COCIMHUTEIGHON TKaHW, HACIEICTBEHHBIX CHHIpOMaX,
COTIPOBOXIAIONIUXCST HU3KOPOCTIOCThIO, CUHApOoMe Pet-
ta (CemstukuHa A.H. u coasrt., 2002; Xapabanze M.H.,
2002; Aononckas M.W., 2003). Ha ocHoBe pe3ynbraToB
HayJIHBIX UCCIICIOBAaHUI OBLTN pa3paboTaHbl M BHEAPEHBI
B IIPAKTUKY METOIBI TEPAITEBTUIECKOM KOPPEKITUY BHISB-
JICHHBIX PAaCCTPOMCTB MIPOIIECCOB KJICTOYHOI OMO3HEepre-
TUKU KaK TPU TIEPBUIHBIX MUTOXOHIPHUOITATUSX, TaK U
TIPU BTOPUYHBIX HAPYIICHUSX (YHKIIMA MUTOXOHIPWI
MpY psijie HACAeICTBEHHBIX OOJIe3HeH y neTei.

HayuHast mesTelbHOCTH OTHENa CTPOUTCST Ha OCHO-

BEe TIOCTOSTHHOTO BHEIPEHUS HOBEMINMX ITOCTUKEHUIA
COBPEMEHHOW TeHETMKM W TIeNUaTPUU B TPaKTHUKY. 3a
TTOCJICIHUE TOIBI 3TO CTAHOBUTCS BCe 0oJiee pealbHBIM
B CBSI3W C MHTEHCHBHBIM OCHAILlEHWEM WHCTHUTYTa CO-
BpPEMEHHON aHaJUTUYECKOW armapatypoii, B YaCTHOCTH
IUTSI TITyOOKOTO MCCIIeOBaHMS HACICICTBEHHBIX HapyIIie-
HUII oOMeHa BEIIeCTB B JIETCKOM BO3pacTe ¢ MOMOIILIO
METOIOB BBICOKOA((HEKTUBHOM Ta30- W KUIKOCTHOM
XpoMarorpaun C Macc-CIIeKTpOMETpuei, TaHIeMHOU
Macc-CIEeKTPOMETPUU, MOJIEKYISIPHO-TEHETUYECKNX U
MOJIEKYJISIPHO-IIUTOTeHETUYECKIX METOIUK M ap. bia-
rojapsi BHEAPEHUIO BLICOKOTEXHOJOTUYHBIX METOIOB 3a
MOCJeIHNE TOAbl 3HAYMUTEIBHO pACUIMPEH CIEKTp U3Y-
JaeMOi HaCJIeICTBEHHON TaTOJIOTUN Y NeTei, OCYIIeCT-
BIISTIOTCSL Pa3pabOTKM METONOB paHHEW AMArHOCTUKU U
MaToreHeTUYeCK 000CHOBAHHOM TepaIruy BBISIBIEHHBIX
MaTOJIOTMYECKUX COCTOSTHMII — OpraHMYeCKUX aluie-
MW, MUTOXOHIPUATbHBIX TUCGHYHKIINNA, aHOMAJIUNA yr-
JIEBOJTHOTO W JIUTTUIHOTO OOMEHa U JIp.

BHYTpUMHCTUTYTCKasl HaydHasl KOOIIepamusl oKasa-
Jlach BeChbMa IUTIONOTBOPHOW IS OTHeNa KIMHWYECKON
TeHETUKU 1 JJabOpaTOPUU MOJIEKYISIPHON LIUTOT€HETUKH
(pyk. — mpod. C.I. Bopcanoa). CoBMecTHBIE ucCie-
JIOBAaHMS KOJIJIEKTMBOB JABYX IMOApa3aeaeHNi MHCTUTYTA
ObITM HaIpaBJieHbl Ha pelleHre KPYITHOM MpooieMbl —
M3yJeHUe TTaTOoreHe3a YMCTBEHHON OTCTAaJIOCTH Y JCTEH.
ITpoBeaeHHbBIE COTPYIHUKAMU JIAOOPATOPUM MHOTOJIET-
HUE WCCIENOBAaHUS TOKa3ajlu CYIIECTBEHHBIE TPEUMY-
IIECTBA HOBBIX TEXHOJOTWI XPOMOCOMHOTO aHaju3a
(pagnoakTUBHOM W (DITIOOPECHEHTHON TUOPUAM3ALINI
in situ) mepea APYyrMMU crocodamMu U3y4YeHUs TMaToJio-
MU XpoMOCOM. BaxkHoe 3HaueHue IS TieIMaTpuIecKOi
M MEANKO-TEHETUYECKOM TPaKTUKU HMMeNd pa3pabdo-
TaHHBIE COTpyAHUKamu Jaboparopuu (Bopcanosa C.T.,
HemunoBa U.A., bepemieBa A.K.,1993) nokazanust st
MPOBEACHUST MOJIEKYISIPHO-IIMTOT€HETHUECKOTO aHaIM-
3a: UCClIeoOBaHNe MapKePHBIX XpOMOCOM; PaHHEE BhISB-
JICHUE XpPOMOCOMHOTO MO3aWIIM3Ma TIPU MaJIOM ITPOTICH-
Te aHOMAJIbHBIX XPOMOCOMHBIX KJIETOK; MACHTU(UKALIUS
XpPOMOCOM, BOBJIEYEHHBIX B CIIOXHBIE XPOMOCOMHBIE
MepeCcTPONKM; YTOUHEHUE TOYEK pa3phiBa B IeTEPOXPO-
MaTUHOBBIX ydacTKax XpoMocoMm U ap. CoTpymHUKaAMU
nabopatopuu (C.I. Bopcanona, F0.b. FOpoB) Obina pas-
paboTaHa KOJUICKIIMS XPOMOCOMOCITCIIU(UIHBIX 30HIIOB,
YTO ITO3BOJIUJIO YTITYOUTh UCCIICTOBAHMS POJIU TTATOJIOTHHI
XPOMOCOM B TeHE3e YMCTBEHHOW HEIOCTaTOYHOCTH Ha
OCHOBE OTEYECTBCHHBIX Pa3paboTOK.

B xome COBMECTHBIX MCCIEAOBAHUI IBYX HayYHBIX
Tofpa3Ie/icHuii WHCTUTYTa TI0 M3YYCHUWIO TeHe3a He-
PBHO-TICUXMUYECKUX PACCTPOMCTB y AeTel, CLEMIEHHBIX
¢ xpomocomoii X, ObUTM WCITOJb30BaHbI COBpEMEHHBIE
TEXHOJIOTMU XpoMOcoMHoro aHanu3a (Bexosa H.B.,1994;
Vnac B.1O., 1994). Bosnbiiioe 3HaueHUe UMM HOBbIE Ha-
YUHbIe JaHHbIE, TTOJyYeHHbIE MPU U3YYEHUU CHHIpOMA
YMCTBEHHOW OTCTaJOCTH, CLEIUICHHOW C JIOMKOM XpO-
MocoMoit X, KOTOPBII BCTpeYaeTcsl Y MaJTbYMKOB U 3aHU -
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MaeT TI0 YacTOTe BTOPOE MeCTo Tocje cuHapoma [layHa,
a Takke cuHApoMa Petta — omHOI M3 HanboJjIee YacThIX
dbopM yMcTBeHHOI oTcTasiocTH y neBouek. IlokaszaHo,
YTO CUHIAPOM PeTTa oTimyaeTcsl BbIpaXkKeHHBIM KIIMHU-
YECKUM TIOJTUMOPOU3MOM, YTO TIOCTYXKUJIO OCHOBAaHUEM
IUTSI BBIIEJICHUSI OTACTBHBIX KITMHUISCKIX BAPUAHTOB 00-
JIe3HU. YCTaHOBJIEH 3HAUUTEbHBIN yIeJbHbII BeC aTON
ITaTOJIOTMH B CTPYKTYPE 3alePKKN HEPBHO-TICUXUIECKO-
TO pa3BUTHs y HeBodeK. OOHapyXKeH aHOMAaJTbHBIA THIT
TTO3HO PETUTULIMPYIOICICS XpPOMOCOMBI X, CBUIECTEThC-
TBYIOIIUI O HAPYIIICHUH ITpoIlecca PeTUTMKAIIMY WHAKTH -
BUPOBAHHOI XpOMOCOMBI X y JIeBOUYEK KaK BO3MOKHOM
MeXaHU3Me Pa3BUTHS cMHIpoMa PeTra.

CJIOKHOCTh BBIWICHCHUSI HACJCACTBEHHBIX 00JIe3-
Hell ¥ CMHAPOMOB M3 TPYMITbl HeaudhepeHIMPOBAHHBIX
MATOJOTMYECKUX COCTOSHUIA y JETEW IMOCIYXKMUJIa OCHO-
BaHWEM ISl COBMECTHBIX HayYHBIX MCCIIEIOBAaHUMN C OT-
JieJIoM MHGOPMAITMOHHBIX TEXHOJIOTHIf MHCTUTYTA (PYK. —
npod. b.A. Kobpunckuit). C UCMonb30BaHUEM METOAOB
KOMITBIOTEPHOTO aHajIM3a ObLIa pa3paboTaHa aBTOMATH-
3MpOBaHHasT MHOOPMAIIMOHHO-TUATHOCTUYECKAST CHCTe-
Ma (AUATEH) nuddepeHumanbHoOi TMarHOCTUKU OoJiee
1500 popm HacyieACTBEHHBIX 00JIE3HE U CUHAPOMOB, YTO
obyieryaeT BepudUKAIIMIO BCTpEUArOIIeics y meTeil Ha-
CJICIICTBEHHO! TIATOJIOTHH. TeCHOE COTPYTHUYECTBO IBYX
ykazaHHbIX oTneoB (Koopunckuit b.A., Kazanuesa JI.3.,
Hosukos I1.B., Cemstukuna A.H., Hukonaesa E.A. u np.,
1989—1992) mosBomuio pa3paboTaTh OCHOBBI CHCTEMbI
KOMITBIOTEPHOTO MOHUTOPWHTA CEME ¢ HacIeACTBCHHBI-
MU 3a00JIeBaHUSIMA — TEHETMICCKUI PETUCTP, KOTOPHIi
TTOCITY>XWJI OCHOBAaHWEM JUTST CO3MaHUS M (hYHKITMOHUPO-
BaHus DenepalbHOTO PETUCTPA TIO0 BPOXIECHHBIM TTOPO-
kam passutus y aereit (Iemukosa H.C., 2005).

ITocne xartactpodbr Ha YepHoObuibcKOiT ADC
B 1986 T. omHMM 13 HayYHBIX HAITPABJICHUI OT/Ie/Ia TeHe-
TUKU B TeyeHue psiaa et (1991—2000) ob1m pazpaboT-
KU OCHOB TeHETUIECKOTO MOHUTOPUHTA COCTOSTHUST 310~
POBBSI NETeH, TMOABEPTIIUXCS BO3MCUCTBUIO pamdaiiuu
(Bensrumies F0.E., Kazanunena JI.3., Hosuxos I1.B.,
Hwukonaesa E.A., Cemsaukuna A.H., VYcennos A.A.,
VYuxakoB C.B. u 1p.), KOTOpble MTPOBOAMUINCH COBMEC-
THO C OTHIEJIOM DPaTuallMOHHOTO pucKa (pyK. — Tipod.
JI.C. banesa) unctutyra. Ha ocHoBe u3ydeHus: quHa-
MMKU MYTALIMOHHBIX U3MEHEHUI B IETCKOM MOMYISLIUN
C IIEJBIO MIPOTHO3MPOBAHUS OTIAJIEHHBIX TEHETUISCKIX
TTOCJIEICTBUI OBbITa pa3paboTaHa MporpaMma MOHHUTO-
pUHTa, KOTOpasi BKJTIOYaja KOMIUICKCHBIN aHamu3 de-
HOTUITMYECKUX OTKJIOHEHWH, YJIEeT M OIIEHKY «CTOPO-
3KeBBIX (DeHOTUITOB», Psifia IMOKa3aTeseil Ha KIIETOYHOM,
CYOKJIETOUHOM M MOJICKYJIIPHOM YPOBHSIX.

Bonbiroe BHUMaHWE B HAayIHO-TIPAKTHUYECKOW [e-
ATEJIPHOCTU OTHeNIa YAEISUIOCh TIpobjieMaM Tpoduiak-
TUKU BPOXICHHBIX W HACJICICTBEHHBIX 3a00JICBaHUI.
Menuko-TeHeTHIeCKoe KOHCYJIBTUPOBAaHKE, TIPOBOINB-
meecss B KOHCYJIBTATUBHOW ITOJMKIMHUKE WHCTUTYTa
¢ 1973 . (Kazanuesa J1.3.), mO3BOJIMIIO YCTAHOBUTD MpeE-

NEPELJOBAS

BaJIMPOBAaHUE PETPOCIIEKTUBHOTO KOHCYJIBTUPOBAHMUS
W OIPENEeINTh PAHTOBBIE MECTa HO30JIOTMYECKUX (PopM
MTaTOJIOTUU B CTPYKTYpe OOpaIIeHWil, a TaKKe XapakTep
oOpallleHrii TIp¥ TIPOCTICKTUBHOM MEIMKO-TeHeTHIeC-
KOM KOHCYJBTUPOBAaHWM ceMeil. BOIpOCHl MOBBIIIEHUSI
3 dEeKTUBHOCTH TEHETUIECKOTO KOHCYTBTUPOBAHUS OC-
TAIOTCS B ITOJIC 3PEHUSI OTHEIA IO HACTOSIIIIETO BPEMEHMU.
Ha ocHoBe BHeapeHUsI HOBBIX TEXHOJIOTUI aHaIM3a I1a-
TOJIOTUY XPOMOCOM TTOKa3aHa BakKHasi POJIb HEpaBHOBEC-
HOTO MHAKTUBMPOBAHUS XPOMOCOMBI X TIpH X-CIIeTUICH-
HbIX (hopmax narosnoruu y aereit (Bounona B.1O., 2007).
[pennoxkeHHbIE METOIBI MCCAeIOBaHUS (PeHOMEHa CTe-
ITEHW WHAKTUBAIIUU XPOMOCOMBI X JalOT BO3MOXKHOCTH
oosiee 3(pHEeKTUBHOTO MEAMKO-TEHETUYECKOTO TPOTrHO-
3a TIpW Takux hopMax HaCJIeNCTBCHHON IMaTOJOTHH, KaK
cuHIpoM Perta, CHMHAPOM YMCTBEHHOW OTCTaJIOCTH,
CILICTIJIEHHOI C JIOMKO XpOMOCOMOI X, MUKpPOJIEJIEIIM-
OHHbBIE CUHIPOMBI U JIp.

IlepcriekTuBbI najbHEMIIEro mporpecca B 3Toil 00-
JIACTU B 3HAYUTETHHOM Mepe CBSI3aHBI C pACITUPEHUEM U
YIUTyOJICHUEM WCCIICIOBAaHUA ITaTOTCHETUISCKUX MeXa-
HU3MOB TeHETUICCKU TETCPMUHMPOBAHHBIX COCTOSTHHIA,
C IIMPOKMM BHENPEHUEM B TPAKTHKY Pa3HOOOPa3HBIX
METOJIOB TIpe- W ITOCTHATAIBHOW TUATHOCTUKM HacJe/l-
CTBEHHBIX 0oJie3HEel U MeheKTOB, B YACTHOCTHU C yIIyO-
JICHUEM U paclIMpeHUeM HayYHbIX pa3pabOTOK B 001acTH
aHTEHATAJTLHOTO AMarHO3a HACICICTBCHHBIX HaPYIIICHU I
obMeHa BeniecTB. He MeHee BasKHO COBEPIIIEHCTBOBAHNUE
METOZIOB BBISBIICHUSI TETEPO3UTOTHOTO HOCHUTEIIbCTBA,
cozmanne PenepaTbHOTO TCHETMYECKOTO perucTpa. Bax-
HOE 3HAYCHME UMEET TIOATOTOBKA BRICOKOKBAITU(DUIINPO-
BaHHBIX KAIPOB IT0 KIIMHUYECKOI TeHEeTHUKe KaK B OTIe-
JIBHBIX peTUOHAX, TaK M B MacIITabe BCeil CTpaHHI.

3a BpeMsT GYHKIIMOHUPOBAHUS OTIEIa KIMHUIeCKOI
TCHETUKY (B HACTOSIIEEe BPeMST OTHEN BPOXICHHBIX U
HacJIeICTBEHHbIX 3a00JIeBAaHUI y eTeli) BbIOJHEHO 37
MOKTOPCKUX M KaHIUIATCKUX TUCCEPTAIWi, BBIITYIIE-
HO 17 MoHOTpadmii, 16 COOPHUKOB HayIHBIX TPYIOB, B
TOM YWCJIe U3MaHHBIX COBMECTHO C TeHeTMKaMu Yexun,
IMonwsmn, HopBeruu; onyonukoBaHo 6osee 1100 craTei,
B TOM unciie 6osee 250 B 3apy0OekHOI nmeyaT, MOATOTOB-
JICHBI KITMHUYECKUE JICKITUN, METOTUICCKIE YKa3aHUS 1
ITOCOOMS IJIST TPAaKTHYECKUX Bpadeil 1o HanboJiee aKTy-
aJTBHBIM TIpO0JIeMaM KIMHUYIECKOUW TeHETHKH JIETCKOTO
BO3pacTa W IeIuaTpUM, KacalolIuMCs BPOXKICHHOU M
HaclieIcCTBeHHOI matosiorun. Cpenn paboT MoHOTpadu-
YEeCKOTo TUTaHa To TpobaeMaM KIMHUISCKOW TeHEeTUKI
3a TTOCJIeHME TOIBI BBIILIM B cBeT: «HaciencTBeHHbBIE
HapylIeHWs] HEPBHO-TICUXUICCKOTO DPAa3BUTHS IETei»
(o pen. I1.A. Temuna, JI.3. Kazanuesoit, 2001); «Ha-
pYIIEHUS] KJIETOYHOTO SHEpProobMeHa y neTeil» (Imon
pen. B.C. Cyxopykosa, E.A. HukonaeBoii, 2004); «/Iuna-
THOCTMKA W JICUCHWE BPOXKIECHHBIX W HACJIEACTBEHHBIX
3aboneBaHuit y nereit (bapamnes FO.U., baxapes B.A.,
Hosukos I1.B., 2004); «Paxut u HaciencTBeHHbIe pa-
XUTOIOA00HbBIC 3a0oeBaHus y nereit» (HoBukos I1.B.,
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2006); «BpoxneHHbIE U HaCJIeACTBEHHBIE 3a00JIeBAHUST»

(rmox pen. I1.B. HoBukoBa. B MHOroromHom PykoBojc-

TBe no neauarpuu, 2007), «CeMrOTHKA HACIENCTBEH-

HBIX 00JIe3HEN y neTel (CUMIITOM, CUHAPOM, 00JIe3Hb)»

(Hosukos I1.B., 2009).

JlanpHelre pakTUIecKue MyTH B JICYEHUU U TIPO-
(wrakTMKe HaCJIEICTBEHHBIX 3a00JIeBaHUN JIETCKOTO
BO3pacTa OIPENeISIIOTCS] B HEMAJIOW CTEIIEHW TeOPETH-
YeCKMMM Pa3paboTKaMM IO TeHETHKE YesIoBeKa M pac-
KPBITHEM MEXaHW3MOB BO3HMKHOBEHUWS M Pa3BUTHS Ha-
CJIEZICTBEHHBIX OoJyie3Hel. Cpen HUX BaxkKHOE 3HAYCHUE
MPUOOPETAIOT BOMPOCH pPacIIM(PpPOBKM BCEX 3BCHHEB
IJICAOTPOITHOCTA  JCHCTBUSI TIATOJOTMYECKUX TEHOB.
Bounbiioit Bkan B pelleHre TaHHON MpoOJeMbl BHECYT
WCCIIeIOBaHMS TI0 TCHOMMKE JIETCKOTO opraHu3ma. MH-
TeHCUDUKAIMS UCCIEI0BAHUIM B 9TOM HaAIIpaBJIeHUM JACT
BO3MOXHOCTb OLIEHUTb MOJICKYJISIPHBIE OCHOBBI Tpe- U
ITOCTHATAJIBHOTO OHTOTEHEe3a peOeHKa, BO3PACTHYIO IKC-
MPECCUIO TEHOB, MyTH M MEXaHU3MBbI peau3aliy reHe-
TUYECKOM TPOTrpaMMBbl Pa3BUTHSI IETCKOTO OpraHu3Mma.
Bce Teopetnueckue MccieaoBaHNS TODKHBI BECTH K CO-
3IaHUIO TIPUKJIAAHBIX pa3paboTOK B 00J1aCTH TTpoduIaK-
TUKHU U JICYEHUST HACJIEACTBEHHBIX 00JIe3HE, BHEIPECHUIO
B IIMPOKYIO TIPAKTUKY HOBBIX METOIOB JTOKIMHUYECKOM
U TpeHaTaJbHOM AMATHOCTUKM, BKIIIOYAsT TUATHOCTHKY
TeTePO3UTOTHOTO HOCUTETHCTBA.

AHaIU3UPYsd JOCTVKEHUSI BBITIOJHEHHBIX HayYHBIX
WCCIIeIOBaHMI 3a TIPOIIEIININE TOIbI, CTAHOBUTCS BCE
OUCBHIHEE, UYTO 00BEM M CIIEKTP OYIYIIMX 3a1ad Topas-
1o GOJIBIIIe U clToKHee. Ha oCHOBe MOCTUTHYTOTO MOXKHO
BBIIEJIUTH HanboJiee BaskHbIe HATIpaBJICHUS JaTbHEMIITNX
Hay4YHBIX M3BICKAHUI MO TIpoOJieMe BPOXKIECHHON M Ha-
CJIEZICTBEHHOM TIaTOJIOTUH IETCKOTO BO3pacTa:

— pa3paboTKa HOBBIX CITIOCOOOB TMATHOCTMKW Hacllell-
CTBEHHBIX 3a00JieBaHUI M BepudUKaIUs TeHe-
TUYECKU OOYCJIOBJICHHBIX (OpM MaTOJIOTUU Cpe-
o HeauphepeHIMPOBAHHBIX COCTOSSHUM Yy AeTei
C WCTIOJIb30BAaHUEM HOBBIX MOJIEKYJISIPHO-IIUTOTCHE-
TUIECKUX METOIOB MCCIICIOBAHUS, a TAKXKE MOJICKY-
JISPHO-TEHETMUECKUX METOMIOB C LIeJIbI0 paHHEH aua-
THOCTMKY MOHOT€HHBIX 3a00JI€BaHMIA;

— paclIMpeHHMe HaydyHBIX 3HAHWI O TyTAX MaToreHesa
HAaCcJIe[ICTBEHHBIX HApPYIIEHU pOCTa W Pa3BUTHS Jie-
Telt, KOTOPBIE COCTABIISTIOT 3HAYNTEIBLHBIN pa3ied ma-
TOJIOTUY IETCKOTO BO3PACTa;

— pa3paboTKa HOBBIX CIOCOOOB MPOMUIAKTUKU U Jie-
YeHMS HacJIeJICTBEHHBIX (DOPM HapylIeHU HEepBHO-
MCUXUYECKOTO M (DU3MYECKOTO Pa3BUTHS JeTeil Ha
OCHOBE WCCJIEIOBAaHMS KIMHUKO-OMOXUMUIECKOTO
nmojauMopdu3Ma M TATOTEHETUYECKMX MEXaHU3MOB
(opMHUpPOBaHUST TTATOJIOTUH;

— pa3paboTKa HOBbIX CUCTEM MEIUIIMHCKON U COLlMaNb-
HO-TICUXOJIOTUYECKOW peaduanuTaluu, MOBBILLIEHUE
COLIMAJIBHON ajanTauuu AeTeil ¢ BPOXIAECHHOW U Ha-
CJICACTBEHHOM IMaTOJIOTHUEN;

— TnoBbllIeHUE 3(PDEKTUBHOCTU MNPOPUIAKTUKU Ha-
CJIEICTBEHHOI MAaTOJOTMU Ha OCHOBE HOBBIX MpPU-
HUMIIOB MEJAMKO-TEHETUYECKOTO KOHCYJIBTUPOBAHUS
B MeAMATPUYECKON MpaKTUKE.

ITpuopuTteTHble UcCaeIOBAHUSI COTPYIHUKOB OTIEA
BPOXIEHHbBIX U HACJIEICTBEHHbIX 3a00JIeBaHUI Yy HeTeit
OyIyT HampaBjeHbl MPeXJe BCEro Ha IMOUCK CIOCOO0B
JieueHus JeTeil, CTpaialoluX yMCTBEHHON OTCTAI0CThIO,
CLIETUIEHHOM ¢ XpoMOocoMoii X, HapyllleHUeM TypUHOBO-
ro U NMUPUMUIMHOBOrO oOMeHa, MeTaboiu3Ma aMUHO-
KUCJOT, AeheKkTaMu 0OMeHa OPraHUYECKUX KUCIOT U CO-
€AUHUTEbHON TKaHUW, MEPBUYHBIMUA WM BTOPUUYHBIMU
MUTOXOHAPUAbHBIMU AUChYHKUMSIMU. PeleHue moc-
TaBJICHHbIX 3a/1a4 Oy1eT 6a3MpOBATHCSl HA U3YYEHUU POJIU
CIIBUTa MHAKTUBALIMU XpPOMOCOMBI X, AeduiiuTa GoaaTon
W BH3UMOB, MPUHUMAIIMX yJyacTue B oOMeHe (osme-
BOI KHUCJIOTbI, METUOHMHA U TOMOLMCTUHA, HA aHAu3e
MPOLECCOB NMEPOKCUALMU U OLIEHKE AHTUOKCUIAHTHOTO
craTtyca OOJIbHbBIX ETel, onpenejeHu 3HaYMMOCTU Ha-
pyuieHUit MeTaboar3mMa MypuHOB U MUPUMUIUMHOB. s
penieHust 3a1a4 OyayT UCTIOJb30BaHbl COBPEMEHHbIE Me-
TOIbI KIMHUKO-T€HETUYECKOTO U MOJIEKYJISIPHO-1IUTOTE-
HETUYECKOTO aHajlu3a C BHEAPEHUEM HOBBIX OMOXUMMU-
YECKUX TEXHOJIOTUIA.

JocTuXeHus1 MENUIIMHCKOW Te€HETUKHU, OCOOEHHO
MOJIEKYJISIDHOW TE€HETUKU, MPUBEIU K MOHUMAHUIO He-
00XONMMOCTH TMPUOPUTETHBIX Pa3pabOTOK IMPEBEHTUB-
HbIX TEXHOJOTMH Ha paHHMX 93Tarax >XU3HU, KOTOpbIE
MMEIOT 3HAaYUTEbHbIe MPEUMYILECTBA IO CPaBHEHUIO
C NPUMEHEHUEM CIOXKHEHIIMX TEXHOJIOTUI B TOCTHATAITb-
HOM Mnepuojae. Bmecte ¢ TeM Ha COBpEMEHHOM 3Tare He
MOJIEXUT COMHEHUIO HEOOXOAUMOCTb KOPPEKIIUM BbISIB-
JIEHHbIX TEHETUUYECKU JAETEPMUHUPOBAHHBIX PACCTPONCTB
C TIOMOLIBIO PA3UYHBIX METONOB MATOTeHETUUYECKON,
3aMECTUTEJIbHON WJIM CUMIITOMAaTUYECKON Teparuu.
OO0 5TOM CBUJIETEJILCTBYET U HAKOILJIEHHBIHN onbIT LleHTpa
HacJIeICTBEHHOI MaToJI0rMU Yy IeTeil 1o pa3paboTKe CIio-
Cc000OB paHHEl JAMArHOCTUKU, JIeYEHUs U MPOPUIAKTUKUA
HAacJIeICTBEHHOM MaTOJOrMu B IETCKOM BO3pacTe.

XXI Bexk npoBosriaiieH OOH BeKoM OMOTEXHOJIOTHA,
KOTOpbIE OYIYT ONpPeAesITh XU3Hb U 3I0POBbE B3POCIBIX
U JeTell B TeKyllleM cTojieTuun. PellieHue Takrx BOIpocoB
BO MHOTOM 3aBUCUT OT CO3[AaHUS U pACIIMPEHUS KIMHU-
YeCcKOi 0asbl 11 IeTel, CTPaJalolMX BPOXICHHBIMU U
HAacJIeACTBEHHbIMU 3200JI€BAHUSIMU.

IMocrynuna 04.11.09

POCCUNCKWIA BECTHUK NMEPUHATOJIOMN U MNEANATPUN, 1, 2010
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