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NOMUKINUHNYECKOW MOMOLLM NOXWUNbIM NaLMeHTaM, BTOpasi — CTpeMneHue
BonbLIMHCTBA U3 HUX BbITh B NpoLecce NevyeHns BMECTE C POAHbLIMY,
BNN3KUMK, OPY3bAMU, HE UBMEHATL NPUBLIYHBLIX YCIOBUIA NpebbiBaHUSA B
[omallHen obcTaHoBke. B CBA3M € 3TUM BCTaeT BONPOC O HEOBX0AMMOCTH
LLIMPOKOrO UCMOMNb30BAaHUSA «OHEBHOMO CTauuoHapay, «cTaluuoHapa Ha
AOMY» C KaXOO04HEBHbIM NOCELIEHNEM BpaYa, NpoBeAeHMEM fleyebHo-
ANarHOCTUYECKUX NPOLIEAYP B COMETAaHUM C PACLLIMPEHNEM ABUraTENBHOMO
pPEXNMa U1 rievebHoN Pr3KyNbTYPON.

Ocoboe 3HaveHue npuobpeTaeT pa3BepThiBaHWE «CTaLMOHapa Ha
JOMYy» MO TUNY NaTpoHaxa Ans 60MbHbIX XPOHUYeCKMU 3aboneBaHnaMN,
KOTOpPbIE HE MOTYT noceLlaTh NONMUKIMHUKY U HabnioaatoTCs TONBLKO Ha A0MY.
[Npu 3TOM OHU HYXAATCA B COLNANbHO-ObITOBOM MOMOLLM U NOMOLLIN B
BbINOSTHEHUU SMIEMEHTOB NUYHON rUrneHbl. OT YPOBHSI OpraHnsaumm v
KauecTBa aKTUBHOIo HabnwaeHWs 3a HUIMK BO MHOTOM 3aBUCUT Nx obLiiee
COCTOsIHME 300POBbS, YacToTa 00OCTPEHUI XPOHUYECKNX BonesHel, a
Takke NoTpebHOCTb B OKa3aHUW HEOTMOXHOW MOMOLLUM U SKCTPEHHOM
rocnuTanmu3aLmn.

FEHETUKA B NPAKTUKE CEMEMHOIO BPAYA

b.B. Azaghonoes, J1.A. Kyuenko, C.I. Kanunenkosa,

C.B. Komos, B.Al. Hepemun, O.11. Cuooposa, H.A. Ky3smuueasa,
E.A. Cenusanoea, E.A. lllecmonanosa

MOHUKH

C pasBuTHeM Te0pETUYECKON 1 NPaKTUYECKOU MEAULIMHBI BO3pacTaeT
POk MEANKO-reHETUHECKOM NOMOLLIW HACENEHMIO, KOTOPast BKIKOYaET B ceds
MeONKO-TEHETUYECKOE KOHCYNbTUPOBaHWE, MacCOBYK ANArHOCTUKY
HacneacTBEHHbIX 6onesHern obMeHa u NnpeHaTanbHyo AnarHocTuky. 3agadven
MEAUKO-TEHETUYECKOrO KOHCYNbTUPOBAHUA SABNAETCA COCTaBlEHUE
rEHETUHECKOro NPOrHo3a B cemMbe HONLHOIo ¢ HacneACTBEHHOW NaTonorven
U BbIGOP NpohmnakTu4eckmx MeEpoNPUATUIA NO NPEAOTBPALLEHNIO POXAEHUS
bonbHoro pebeHka B ceMbe.

Mo paHHeiM BO3, 5-6% peten poXkaaloTcs ¢ HAcCNeACTBEHHbIM
3aboneBaHneM, KOTOPOE NPOSABIIAETCA C MOMEHTa POXXAEHUS UMW B NEPBbIE
MecsLlbl kM3HW. Bcero B HacTosiujee BpeMs M3BECTHO 6,5 ThiC.
HacneacTBeHHbIx 3abonesaHnii U CUHAPOMOB, U3 HUX 3,5 TbIC. ABMAKTCSA
TSHKENbIMM U YaCTbIMN.

OTnuyne HacneacCTBEHHbLIX 3ab0ONEBaHNA OT HEeHacNeaCTBEHHbIX
3aKn4aeTcs B TOM, YTO MPUYMHON HacneaCTBEHHbLIX BonesHen AsnseTca
nopaxkeHue reHeTM4eckoro matepuana knetkn — [1HK, pacnonoxeHHou B
aape knetkn. Yyactok [JHK, Ha KOoTopoM 3anucaHa CTpykTypa 6enkosown
LIeMNoOYKN, Ha3bIBAETCHA FEHOM: 3TO euHULIA HacneCcTBeHHOCTU. Beero
n3sectHo 100 Thicad 6enkoB., 31 TbiC. FeHOB Yenoseka. ViaeHTnuumpoBaHo
22 Tbic. reHoB. HenpaBunbHas cTpykTypa 6enka, BO3HMKawoWasa npu
ropaXxeHnn reHa, Bbl3blBaeT HapyuweHus obMeHa BewlecTs. Hapsaay ¢
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agepHon OHK, cywecrteyetr n mutoxoHgpuansHas OHK (mTOHK).
NameHerust B reHax MTOHK Taioke NpMBOAAT K pa3BUTUIO HACNEACTBEHHbIX
bonesHen. Monekyna OHK Bmecte ¢ 6enkoson uenovkon obpasyer
Xpomocomy. Y yenoseka 46 XpOMOCOM, U3 HUX 44 — ayTOCOMHbIX
(0OMHAKOBBIE Y MY>KUUH, V1 XKEHLLIMH) U 2 NONOBbIE XPOMOCOMbI (Y MY>XYMH —
XY, Y eHLMH — XX). :

BoigensioT cnefyrowmne rpynnel HacnNeACTBEHHbIX GonesHewn:
MOHOIMOKYCHble (MeROENUPYoLLMe UNU MOHOTEeHHbIE), MYNbTUNOKYCHbIe
(MynbTUhakToprarbHble), XPOMOCOMHbIE CUHAPOMbI, MUTOXOHAPUANbHbIE
6onesHu. MoHoreHHble 6one3Hu 0byCcnoBeHbl NOPAKEHNEM OLHOTO reHa.
3TN 3aboneBaHWs UMEKT onpefeneHHoe, Tak Ha3biBaemoe,
MeHOenupytoLlee HacneaoBaHme.

CyulecTByeT YeTbipe TUNa HacneaoBaHUst MOHOTEHHbIX bonesHel:
ayTOCOMHO-LOMUHAHTHbIN, ayTOCOMHO-PELIECCUBHBINA, X-CL{EeNNeHHbIN
PELIECCHBHBLIN 1 X-CLIENSIEHHBIN JOMUHAHTHBIA. XPOMOCOMHbIE CUHAPOMbI
obycnosneHb! rpybbiM NMopaxeHMeMm reHeTU4eckoro martepuana:
KONMM4ecTBO paboTarlnx reHoB YBESINYEHO UMM YMEHbLUEHO. 3TH
N3MEHEHNA MOXHO yBUAETb nog Mukpockonom. MssectHo okono 800
XPOMOCOMHbIX CUHAPOMOB. [MprMepoM XpOMOCOMHbIX 3aboneBaHuin
aBnaertca cuHapom dayHa, cuHgpom Lepetliesckoro — TepHepa, CUHAPOM
KnaiHdenstepa. MutoxoHapuarsHble 6onesHn 0bycrioBrneHb! NopakeHneM
MTOHK. 3aboneBanua HacnegytoTcsa NO MaTEPUHCKOWM NMUHUK, Tak Kak
AOCTaTOYHOE KONMNYeCTBO MUTOXOHAPWIA pebeHOoK NomnyyaeT TONbKO OT
matepun. MNpuMepoMm MUTOXOHOPUANBLHOIO HacnefoBaHUs ABNAETCH
cuHgpom flebepa, fNesa n ap.

AuarHocTuka HacneacTBEHHbIX DonesHen BKOYaeT KNMHUYecKue
MeTOoAbl, reHeanornyecknin MeToa, AepMaTtornuduky, BUoxnMmmdecknii
meToa, umtoreHeTnyecknt metoa, AHK-guarHoCcTuky v npeHaTanbHy
ONarHOCTUKY.

KnuHnyeckun meto AMarHOCTUKU HacneaCTBEHHbIX bonesHen.
Bpau-reHeTuk npexge scero obpaliaeTr BHUMaHWE Ha BHELLHWIA BUA
bonbHoro (peroTnn). OnpegensieT LBET KOXN, HANMYue naTeH, hopmy
rMasHbiX Wwenen, hopmMy Hoca, ry6, yLLHbIX PakoBUH, POCT BOSOC Ha NBY U
Lee, Hanu4mne KOPoTKOM UNW YASIMHEHHO Len, popMy rpyAHON KNeTKK,
Harm4ne BTOPUYHBLIX NONOBLIX MPU3HAKOB, NPONOPLNOHANLHOCTL Tena,
KOHEYHOCTEMN.

FeHeanornyeckuit MeTop npegnonaraeT cocTaBneHne U aHanu3
POAOCMNOBHOW. AHanM3npyst poaoCNOBHYK, MOXHO OnpeaennTb TUn
HacnefoBaHnsa HOMesHu U, ¢ Y4eTOM 3TUX OaHHbIX, MPEANONIOXUTb
KNUHUYECKUIA ANarHos.

Hepmatornudmuka — 3T0 MeTogMKa U3yueHUst KOXKXHOro penbeda
nagoHen n nogows (derma — koxa, glyphic — rpastopa). Hanbonbiuee
fipakTUYecKoe 3HaveHue Nony4unu gepMmatornudnieckmne UccneqoBaHus
NPU XPOMOCOMHBbIX CUHAPOMAaX, 3MBPUONaTUAX U aHOMANMAX PasBUTUS.
OnpenensoT Hanuuve NonepeYHo NagoHHOM CKNaaKy, NOMoXKeHWe OCEBOro
nafoHHOro Tpupaauyca, 0CO6EeHHOCTN NafoOHHOMO U NanbLEeBOro PUCYHKA.
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Buoxnmuuyeckmne mertoabl. [okasaHuamu ansa HanpasrneHua
nauneHTa Ha BUOXUMUYECKME MUCCNEefOBaHUsa OOMKHbI CNYXUTb
cnefywwme gaHHble.

B nepvoa HOBOPOXAEHHOCTW — KOMMIEKC OCTPbLIX MPOSIBAEHMUIA,
HauYnHawmnca obblMHO BHE3aMnHO, Yepe3 HEeCKOMNbKO AHel nocne
poxaeHus. K Takum NpoaBrieHnamM OTHOCATCS NPU3HaKU pecnmpaTopHoOro
Auctpecca, cnabblii cocaTenbHbIA pednekc, rMNoTOHUK, Cyaoporu,
neTapruto, KoMy, 4acTo COMETAIOLMECS C TPYAHOCTAMU KOPMIEHUS!, PBOTOM,
Anapeeit. 3aTemM MOryT NPUCOEAUHATLCA NPU3HAKN NaTONOMMU NeYeHn —
renaToMeranusi, >XenTyxa, reMopparMyecknii CUHAPOM, renaTtoLenonapHbIA
HEKpPOo3, cepaeyHas naTornorus, Mmetabonuyeckme Hapytuerus. K nocrnegHum
OTHOCST 9Nn304bl rTMNOrMUKEMUK, TMIepaMMoHMeEMUIO, MeTabonnyeckuii
auMao3 1 pecnupaTopHbli ankanos, NoAbeEM YPOBHSA TpaHCaMUHA3,
n3meHeHns B popmyne kposu. MoxeT BbiTb 0TMEYEHO N3MEHEHUE 3anaxa
Mouu, ee uBeTa, pH, Hanuune aueToHa, peayuUUpyROLLNX BELIecTB,
keTokucroT. 1o mepe ganbHenwero pasBuTUS pebeHka CTaHOBUTCSH
3aMeTHO ero yMCTBEHHOE M (hU3MYeCcKoe OTCTaBaHue.

B Gonee nosgHem Bo3pacTe nokasaHusMu A5 BUOXMMUYECKOTro
obcnenosaHuA ABMAAIOTCA: 3aJepXka YMCTBEHHOTO U hU3NYECKOoro
pasBUTUSA; NPOrpeUeHTHOEe pa3BUTUE YMCTBEHHOW OTCTanocTu u
HEBPONOMMYECKOM CUMMTOMATUKUN (CYLOPOXKHbLIN CUHAPOM, aTeTo3, aTakcus
u Aap.), 0cobeHHO nocne OTHOCUTENLHO GnaronpusaTHOrO nepuoaa;
MUonaTusi; NOBTOPSAOLWMECA KOMATO3HbLIE COCTOSIHUS; CKENeTHbIe
An3Mopdun, aHomanuu YepT nuua, rpyoeie YepThl NLE; U3MEHEHUs opraHa
3peHus (KaTapakTa, BbIBUX U NOABLIBUX XpyCTanunka, atTpodousi 3puUTensHoro
HepBa); renaTo- 1 CNfieHOMeranus; U3MeHeHUs! CTPYKTYPbI BOMOC U KOXU,
anoneuust; nsmeHeHns opMyrbl KpOBU; UMMYHOAEDULIMT, HedbponuTnas
B JETCKOM BO3paCTe; HENEPEHOCUMOCTL OTAENbHBLIX BUAOB MULLIM, CUHAPOM
Manbabcopbuum; cnyvam BHe3anHoW cMepTu cnbcoB; MeTabonuyeckme
W3MEHEHWS B aHanu3ax KpoBu U MOYM, NPUBELEHHbIE B NMoKasaTensax Ans
nepvoga HOBOPOXAEHHOCTW.

LUurtoreHeTU4eCKMN MeTOA AMArHOCTUKU HacneAcTBeHHbIX
Gone3Hen yenoseka. 3anog03p1Tb XPOMOCOMHYH NATOMNOINMK MOXHO MO
crneayroLwmnM Npr3Hakam: MHOXECTBEHHbIE BPOXXAEHHbIE NOPOKM Pa3BUTUS
(MBIP); 3agepxKa NCUXOMOTOPHOTO Pas3BUTUS, YMCTBEHHast OTCTanocTb,
ocobeHHOCTU NnoBeaeHNs (PaCTOPMOXEHHOCTb, ayTU3M U Ap.), 3afepXKa
PEYeBOro pa3BnTUA — U30NMPOBaAHHbLIE UMM B COMETAHUW C OOHUM K3
crefywmnx NPU3HaKoB: MMNoTPodus, BPOXKAEHHbLIE NMOPOKN PasBUTHUSA,
nobble HapyleHus nonoson anddepeHUnpPoBKY, Hanmune 6onbLLOro
Konu4yectsa MUKPOMPU3HAKOB; Hannine B aHaMHE3e Y XKEHLUHbI
CMOHTaHHbIX abopTOB, MepTBOPOXaeHUN, deTein ¢ MBIP — B 3Tux cnydasx
obcnefoBaHWio NOANEXUT CYNPYXECKas napa; Hanuyune B cembe npobaHaia
CTPYKTYPHbIX NepecTpoek XpOMOCOM WK cbanaHCUPOBAHHOTO
HOCUTENLCTBA TPaHCOKaLWUA v MHBEPCUI — 0B cnenoBaHuto rnoanexar
POACTBEHHWUKKU HOCUTENS | cTeneHu poacTBa (4eTopoaHOro Bo3pacTa).

PoxpneHne feten ¢ XpOMOCOMHON NaTONOMMEn MOXHO C BbICOKOM
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CTEMNeHbI0 BEPOSTHOCTU NpenonaraTe Y XXeHLWWH cTaplue 35 neTt uiv npu
HOCUTENMbCTBE OHUM U3 CYNPYroB TPaHCcnokauui v nHesepcuin. B ston
cUTyauun HeoBxoaMMo NPoBeAEHNE NPeHaTanbHON ANarHOCTUKA C LIENbIO
onpeaenenns kapmotuna nrnoga.

OHK-anarHocTnka HacneancTBeHHbIX Gosie3Hen rnossonser
BbISIBMSITb MOBPEXAEHMS HACNEACTBEHHOrO annapaTa KNeTkU Ha reHHOM
YPOBHE €ro opraHusayuu.

Ana noeHtTudukauum MyTaLmMin B reHax paspaboTtaHo Asa nogxoaa:
NpPAMOi 1 HenpsiMoW. Mpu NPAIMOR AnarHocTuke 06 bLEKTOM UccnefoBaHnA
ABMNATCA MyTaL MK (M3MEHEHWSA) ONPeAeneHHOro rexHa, naeHTndnKauus
KOTOPbIX 1 ABNAETCS IMaBHON 3agaqen aHanusa. Hernpsamon (KOCBEHHbIN)
meTo aHanuaa JHK B nccneaoBaHum HacneacTBeHHbIX 6onesHen SBnaeTca
6onee yHuBepcarnbHbIM, NOCKOMNbKY MOXET MPUMEHATHLCA B TEX CNyYasXx,
Koraa reH 60re3Hn TOYHO HE NAEHTUPULIMPOBaH.

MNpeHaTanbHas QUMArHOCTUKa HacneacTBeHHbIX 6one3Hen.
MeToabl npeHaTansHoM AUarHOCTUKU Pa3nnyatoT no TUMY SUarHocTUpyeMbIX
NOPOKOB (XPOMOCOMHbIE, MOHOTEHHbIE, CTPYKTYPHbIE), No cpokam (1-, 2-,
3-ii TpumecTp BepeMeHHOCTM) Npy 06crnefoBaHuK, NO BUAaM (MHBa3VBHas,
HeuHBa3VBHas) N TexXHWKe 3abopa nuccnegyemoro martepuana (aMH1oLeHTes,
kopaoueHTes, buoncus), a Takke Mo MeToguMkam uUccriefoBaHnNAa
Nony4YeHHOro Matepuarna (UMToreHeTU4eckune, MomneKynapHo-reHeTu4eckune
nap.). ‘

OCHOBHbIMW MOKa3aHUAMU ANS NPOBeJeHUs npeHaTanlbHON
ANarHoCTUKM ABNSAOTCS: NO3AHUIA BO3pacT poauTernen, Hanmime B CeMbe
CNy4aeB BpoXaeHHbIX NOPOoKoB pa3suTus (BINP), xpomocomHoM natosnormu,
HacnegcTBeHHbIX BonesHel obMeHa; BO3eNCTBUE HEBNaronpusATHbIX
¢hakTopOB HE3A40NTO 40 HACTYNNEHWUA UMK B NEPUOL, NEPBOro TPUMECTPa
GepemMeHHOCTH.

[ns kaTeropun 6epemMeHHbIX 00LLEenonynALUMOHHOro pucka BaXHO
npUMeHeHne ynbTpPa3BYKOBOW AMAarHOCTUKM B MaccoBOM MNopsake,
MOCKOMbKY MMEHHO Ha 3Ty rpynny npuxoamTcsi 4o 90% poxaeHni geten ¢
BPOXXAEHHOM NaTonornen BcneacTane HOBbIX TEPATOreHHbIX U MyTareHHbIX
cobBbITUA.

Pernctp BpoXaeHHbIX NOPOKOB pa3BuUTUA. [pu noctaHoBkKe
avarHosa y pebeHka B TeppuTOpMansHoOM MEeQULIMHCKOM yupexaeHun
3anonHsietcsa (N0 ycTaHOBMNEeHHOW hopMe) usselleHne, KoTopoe
OTNPaBMAETCSA B PEMMOHASbHbIA FEHeTUYECKUIA perncTp Ans obpaboTku 1
XpaHeHus. [JnarHo3 pernctpupyetcs nocne noaTBepXaeHus nopoka
Pas3BUTUSA PasNUYHLIMA UCTOYHMKAMU: POSUNbHBIM JOMOM, AETCKOW
MOMUKIUHWUKON, CTaLIMOHAPOM, NAaTONOr0aHaTOMUYECKUM OTAENEHNEM).

B Espone cyuiectByeT Heckonbko pernctpos Bl1P: cuctemsi
cneuunanbHoro yBeaomeHns o nopoke pasBuTUs (AHMMuUS u Yannc,
duHnaHams, Wseuns, Yexvs, BeHrpus), LeHTpannsosaHHbie cBuaeTeNnsLCTea
o poxaexuun (Hopserus, benerns), curHanbHble U3BeLEHNA Ha
HoBoOpoOXAeHHbIX ¢ BIP (lloTnaHaus) n cneynanmManpoBaHHbie
pervoHanbHble peructpbl. B 1974 r. 6bina co3gaHa mexayHapoaHas
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opraHusauusa Clearinghouse for Birth Defects Monitoring System c¢
otaeneHvem EUROCAT ans esponenckux ctpaH. OCHOBHOM OBLLEN Lienbo
BCEX MeX[yHapOoAHblX WM €BPONEeUCKUX PEerncTpoB ABNgeTcs
coBeplleHcTBOBaHWe npodunaktku BIP.

Peructp BIMNP gorkeH cOOTBETCTBOBATL CNEAYIOLWNM KPUTEPUSM:

— MONynALUK, B KOTOPbIX NPOBOAUTCA UCCNEAOBaHUE, JOIDKHbI BbITh
OrpaHUYEHHbIMU;

— AnarHocTuyeckas uHbopmMaLma 4ormkHa bbITh BbICOKOrO KavdecTBa
1 CTaHOapPTHOW M0 TEPMUHONMOIUK;

— [OIMKHbI ObITh MCMONBE30BAHb! Pa3NNYHble UCTOYHUKW MHCpopMaLIMK,
MEXy KOTOPbIMU A0MKHA BbiTh BO3MOXHa CBS3b OTHOCUTENBLHO OAHOIO 1
TOro Xe pebeHka:

— aHanus, nepenpoBepka 1 crexeHne 3a CobpaHHbLIMU AaHHbLIMU
JOSKHbI NPOBOAUTLCS NPU TECHOM COTPYAHWYECTBE KNUHULUCTOB,
3NMUOEeMUOoNOoroBs, TOKCUKOMOrOB, TepaTonoroe; ANA MO34HO
AMarHocTMpyeMbIx Cryvaes A0MmKHa ObITe NpedyCMOTpeHa pervcTpaumsi.

MockoBckas obnacTb npegctasnsaet cobon Hanboree KpynHyr 13
LieHTpanbHbIX TeppuTopuin EBponeickon yactn Poccuiickon ®efepaunm ¢
MOCTOSAHHO NPOXKMBAOLLMM HACENEHNEM YUCTIEHHOCTBLIO 7,5 MIH. YenoBex.
CpeaHee 4ncno poxaeHui B niocrieiHne rogsl coctaensieT bonee 44 Toic.
B 1999 r., no AaHHbLIM MoHUTOpWHra u peructpa BINP, B Mockosckon obnacTm
3aperucTpuposaro 1937 poxgeHun ¢ BIMP. Cpeam TaxenbIX 1 neTanbHbIX
BIMP (Bcero unx 6bino 866) nepsoe mecto 3aHumatot BINP ceppeyHo-
cocyaucToli (366) 1 LeHTpaneHOW HepBHOW cuctems! (117). ExeronHo
BPOXAEHHbIE NMOPOKU Pa3BUTUS 3aHUMAIOT BTOPOE MECTO B CTPYKType
NPUYUH MNageHYEeCcKo CMEePTHOCTU. Takaa CUTyaLms onpeaenuna 3agasdu
npodunaktnkn BIP B cucteme npakTnyecknux MeponpusaTnii Megnko-
reHeTU4eCcKou Cry>k0bl pernoHa kak npuopuTeTHbIE.

donueBan kucnorta B npodunakruke ¢gonar-saBUCUMbIX
BPOXAeHHbIX NopokoB pa3BuTtus. C 1990-x rofos BO MHOMX CTpaHax mupa
NPOBOANNMCH NOMNYNAUMOHHbIE NCCNEAoBaHWS 3HMEKTUBHOCTU NPUMEHEHUS
Y )KEHLLIMH DONMEBON KNCNOTBI B LIENSX NpodomnakTiki honar-sasucvmblx BI1P
y notomcTtBa. Okasanock, 4TO CNOCOBHOCTL POMUEBON KUCIOTI
npegoTBpallath gedekTol HeBpanbHOW TRYOKU 1 HEexoTopble Apyrue —
BeccnopHa. I HEKTUBHOCTL NPUMEHEHUSA XEHLWUHAMM B NEepuUoa,
npeaLwecTBYOLMA BepeMeHHOCTH, K B nepBble 3 Mecsua bepemMeHHOCTH
donneBoi KMCNOTbI AN NpeoTBpaLleHust 4edeKTOB HEPBHON TPYOKM u,
BO3MOXHO, HEKOTOPLIX APYrMX BPOXAEHHBIX AedhekToB y nnoaa, NpusHaHo
BCEMMUPHbLIM Hay4HbIM coobuiecTBoM. OCHOBHON Npobrnemon aBnaeTcs
NPUMEHEHWE 3TOrO 3HaHWS B KaYECTBE NPaKTUHECKUX NPOUNAaKTUHECKMX MeP.

SBNAsicb COCTABHOW 4acTbto KOMNNeKca BUTaMWHOB rpynnbl B,
cdhonnesas kMcnoTa CTUMYNUPYET 3pUTPON033, AeNCTBYET Kak KodpakTop
hbepMeHTOB cuHTE3a HyknenHosbIx kucnot (OHK, PHK), ammHokucnor,
MYPUHOB, MMPUMUONHOB, yHacTByeT BO MHOTMX OGMeEHHbIX npoueccax, B
CBSA3N C YeM npodunaktTmka geduumra onmeson KUcnoThl y Matepu
CHWXaeT puck passutus paga BrNP y ee notomcrea.
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B Lenax npodunakTtvki BINP y nnofa Kavkaas KeHLwyHa, nnaHupyoLLast
B6epeMeHHOCTb, 4OMKHa NPUHUMaTL eXXeAHEBHO 1 MIr honNUeBoit KUCNOThI
(1 TabneTka) B nepuop 3a 1-2 mecsya 4o HacTynneHus 6epeMeHHOCTU 1 B
nepsBble 3 Mecsua BepeMeHHOCTN, eCnu OTCYTCTBYET BO3MOXHOCTb
eXeJHeBHO 1 B He0BX0AMMOM 0Bbeme ynoTpebnaTe B NULLLY NPOOYKTHI,
cneymnansHo oboraleHHble (hoNMeBON KUCMOTOM NuLLieBble J06aBKM U
npupoaHbie NPOAYKTLI C BonblMM cogepXaHueM onMeBon KUCNOTbI
(3nakoBbie 1 6060BbIE KYMbTYPbI, LNUHAT, BPOKKONK, LiIBETHAas KanycTa,
anensLCUHLI N ap.).

MNpn OTArOWEHHOM COMAaTU4ECKOM CTaTyce U penpoaykTUBHOM
aHaMHese (OXupeHve, caxapHblii AnabeT 1 apyrue SHOOKPUHHLIE BOMesHN
y MaTepu), Npu XpoHM4eckux 3aboneBaHusix ¢ ArUTeNbHbIM NPUEeMOoM
nekapceTs, HADEKLIMOHHBLIX 3ab0reBaHumsX (KpacHyxa, TOKCONNa3mos 1 ap.),
nNpu NO3dHeM BoO3pacTe poauTenen, ¢ HanuumeM npodeccroHarnbHbIX
BpeHOCTEeN, KypeHueM MmaTepu, Npy NOBTOPHbLIX CMOHTaHHbLIX abopTax u
POXAEHUM MepPTBbIX MNOAOB; NPU POXAEHUN AeTeln ¢ rnoTpodueit, npu
npexneBpeMeHHbIX podax, YTO yBenuiMBaeT reHEeTUYECKUn PUck
MynbTUdakTopuanbHbiX BINP, BO3MOXHO yBENUYEHNE eXXeaHEeBHOM 103bl
no4 mr.

donureBasi kKucrnoTa He obnagaeT TOKCMYECKUM AEWCTBUEM, SABMNSETCS
BOAOPAacCTBOPUMbIM NpenapaTtoM 1 Nerko BblBOAUTCS U3 opraHn3ma, ee
KYMYNATUBHbBIN 9P EKT B pEKOMEHAYEMBIX [03aX HE OTMEYEH.

FeHeTU4YeCKU perucTp — 310 popma 3anucu nnm MeToq y4deta
AOCTaTOMHO BaXHbIX M PEryNApHO NOoCTynatoLwmx ceeaeHuin. B MockoBckoid
obnacTtu co3aaH perncTp MEHNNKETOHYPUN, BPOXAEHHOMO rMnoTupeosa u
HacneACTBEHHbIX Bosie3Hen HepBHOW cUCTEeMbl. PerncTpbl NO3BONSAT
COBEPLUEHCTBOBaTL OKa3aHue rnevedbHon 1 npounNakTUHeCcKom NOMOLLM
BornbHbIM. VX 3agavamu ABNAETCS KOHTPOSb TeYeHMsl 6onesHu, oLeHka
3 PEeKTUBHOCTH NeveHus, BbiCTpoe BBEAEHME HOBbIX METOAOB NEYEHUS
NN ANarHocTukn. ANMOeMUonoruiyeckne perncTpbl Heobxoaumsl Ans
N3ydeHUs pacnpocTpaHeHHOCTM 3abonesanus B TONYNALMM, onpeaeneHus
poONn FEHEeTUYEeCKUX U CPefoBbIX (PaKTOPOB B pPas3BUTUU
MynbTUchakTopnansHoOn NaTonormn. Peructp HacneacTBeHHOM NaTonorum
HepBHOM cucTeMbl B MOCKOBCKOM 0BNAaCcTU BKNIOYAET:

3CCEHUMANMBHBIA TPEMOP . ..o 29 60onbHbIX
bonesHb BunbcoHa-KoHoBamnoBa........................... 38 “
MUOTOHWMM. ... 82 -
Xopes [eHTUHITOHA. ....................... TR 1M1 -
HacrneaCTBEHHbIE ATAKCUM. ... 126 ¢
TOPCUOHHBIE UCTOHWUM. . ..ot 23 “
BonesHb LUTpIOMNENs. . ... 66
MapoKCU3ManbHbIE MUOTINIETUN. ..........ouvinenereeneenens 15
HacneacTBeHHblE MOTOPHO-CEHCOPHbIE HeponaTu.. 294  “
Muonatuna JIoWeHa. ... 124 °
Muonatus Bekkepa.............cooooiiii 10 ¢
AVCTanbHas MUONATUS. ..o 3 “
[Na3HaAA MUOMATUS . ... 18 ¢
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KOHEYHOCTHO-NOSICHAA MUONATUS. ... 49 “
Muonatus Nangyan — OexepuHa........................... 34
MelWweyHas Anctpodms ¢ koHTpakTypamu dpendyca.. 2 ¢
Henporpeccupytowas M1monatust.................cco.o....... 12 ¢
HeBpanbHas nonatoyHo-nepoHeansHas aM1oTpous

Wrapka Kansepa...........oooe i 2 “
CnvHanbHas aMUMOTPOGMST. ... 138 ¢
HeyTouHeHHble (DOPMbl HEPBHO-MbILLEYHONW natonorn 279 ©
CrvHOPOM PUTMAHOIO MO3BOHOMHMKA. ... ... 1 6onbHoON

BonbHbIM C MOHOreHHbIMWM HacneAcTBEHHbIMU 3aborneBaHusMu
HasHa4vaetca [JHK-gnarHoctvka onsa yTouHeHMs amarHo3a, onpeaeneHns
HOCUTENbLCTBA reHa D0Me3Hn y POACTBEHHWKOB, NPOBEAEHWS NpeHaTansHom
AVarHOCTUKWN B CeMbsX 4151 NPEAYNPEeXaeHUs poxaeHnsa 6onbHoro pebeHka
B CEMbE W CHIWKEHWNSA YacTOoTbl aTMX 3abonesanui B nonynsumu. MauveHTam
HasHa4YaeTCcsa CBOeBpeMeHHast Tepanmsi 3Tux 3aboneBaHuii, pekoMeHayoTCs!
peabunutaunoHHble MeponpuaTnsa. Takum obpasom, perncrpsl
HEeBpONorn4ecknx saabonesanHunii rpatoT 60MbLUY0 POnb B OpraHM3aLnm
peabunutaunmn 6onbHbLIX C AaHHOW NaTonorven.

Macc-CKPUHUHT HOBOPOXAEHHbIX Ha (PeHUNKETOHYPUIO U
BPOXAEHHbLIW rUnoTupeos. HeoHaTanbHbI CKPUHUHT — 3TO ofHa U3
BakHeWLwnx obnacren npodunaktuyeckon meanunHel. MposoanTcs
MaccoBoe obcrnefoBaHne BCEX HOBOPOXAEHHbLIX AN BbiABNEHUS
HacneacTBeHHOro 3abonesaHus, Npu KOTOPOM crielyeT UMeTb B BUAY
cregyoulee:

1. 3abonesaHune OMKHO MMETL HETKME KITMHUYECKME U BUOXUMUYECKUe
KpUTepuu, To ecTb HeobXoaANUMO Hanuyme TOYHOro DUOXMMUYECKOro
Mapkepa bonesHu.

2. [lorvkHa BbITh M3BECTHA YACTOTa AaHHOTO 3a60NeBaHIs B MONYMsILM,

3. 3abonesaHne NpUBOAMUT K UHBANWOHOCTH, 3HAYUTENBHON NoTepe
3[0pOBbS UMK NPEXOEBPEMEHHON CMEPTN, €CIU NEYEHUe HavaTo rnocre
NMOABMEHWUST KIMMHUYECKNX CUMMTTOMOB.

4. Hayaro neveHus B JOKMMHMYECKW nepuog 6onee achhekTUBHO, Yem
neveHne, NPOBOANMOE MOCre KNMHNYECKO MaHuecTaLnm.

5. [lomkeH cyuiecTBoBaTb 3TUYHbLINA, 6e30NacHbIN, JOCTOBEPHbIN 1
Ha[EXHbIA CKPUHMPYIOLLIMIA TECT.

6. CkpuHupyoLwasa nporpamma AOMKHA ObiTb 3KOHOMWYECKU
3bdhEKTUBHON.

B Mockosckoh obnactu npoBOAWTCS MaACC-CKPUHWUHI Ha
PEHUNKETOHYPUIO U BPOXAEHHBIN TMNOTUPE03. PEeHUNKETOHYpPUs —
MOHOreHHoe 3aboneBaHue, BbI3BaHHOE HEAOCTAaTOYHOCTHLIO €ANHUYHOTO
dhepmenTa B Lenn meTabonuama peHnnanaluHa, To ecTb 3TO BPOXKAEHHAS
OlIMBKa aMMHOKMCNOTHOrO obmeHa. 3aboneBaHne HacneayeTcs
ayTOCOMHO-peLeccuBHo. B pesynbTate mMetabonuyeckoro 6noka
NPOUCXOOUT 3HAYUTENBLHOE HAKONTIEHUE B TKAHAX M XXMAOKOCTAX OONBHOro
opraHusma deHunanaHnHa u Taknx ero MPOU3BOAHbLIX, Kak
heHUNNNPOBUHOrpaaHas, PeHunykcycHas, heHNNMonoYHas KUCnoThl,
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heHnnaTunamuH. CneactBnem 3Toro ABNAETCS BolaeneHne 60nsworo
KonuyecTtBa (PeHUNNMPOBUHOrPaaHOW KMCMOTbl B MOYY, HakonneHue
deHnnanaHunHa B kpoBw ((heHunanaHMHeEMUs), HapyLleHe opMUPOBaHUS
MUeNMHOBON 060No4KM BOKpYr akcoHos LIHC.

XOoTA BPOXAEHHBIN TMNOTUPEO3 LENNKOM HE OTHOCUTCHA K
HacnegcTeeHHbLIM bonesHsam metabonmama n HacneacTBEHHbIN XapaKkTep
HOCUT, NO pa3HbiM AaHHbLIM, TONLKO 5-15% Habnoaerun, a B ocTanbHbIX
cryvasx noBPeXAeHUs LUMTOBUAHOW Xefe3bl HOCAT crnopagnyeckui
Xapakrep, TeM He MeHee, 370 3aboneBaHue NONMHOCTLIO OTBEYAET BCEM
KPUTEPUSAM CKPUHWHIa, NOA06HO dheHunkeToHypuu. Mpu yxxke HanaxeHHoN
MHPaCTPYKTYpE MacC-CKPUHMHIA Ha PeHUNKETOHYPUIO 0CcobbIX Npotnem
C BHEepeHWEM MacC-CKPUHUHIA Ha BPOXAEHHbIA TMNOTMPEO03 HE BO3HUKIO.

Meguko-reHeTudeckan cnyx6a MockoBckon obnactun. B
Mockosckoin obnacTt B 1987 r. cozgaH Meguko-reHeTU4ecknii LeHTp,
KOTOpbIV BKIOYaET B cebsi naATh rpynn (nogpasaeneHuni):

1. Meguko-reHeTM4ecKoe KOHCYNbTUpPOBaHME.

2.  Buoxumudeckas cnyxba.

3. UwuroreHetmku.

4. TpeHaTanbHON OANArHOCTUKN.

5. MoHuTOpUHra BpOXaEHHbIX NOPOKOB Pa3BUTUS.

MMepBble Tpu rpynnel opraHn3oBaHbl Ha 6aze MOHWKWU, nese
ocTanbHble — Ha 6aze MOHWWAT . lNoapasgeneHns Meanko-reHeTMHecKoro
LEHTPa BbIMNOMHSOT CneayroLLme 3aaaqi.

['pynna MeanKo-reHeTMYECKOTO KOHCYNbTUPOBAHMUS OCYLLECTBMNSAET
KOHCYNnbTUpoBaHue B0MbHbIX C NOAO3PEHNEM Ha HacneaCTBEHHbIe
3abonesaHus, obcnenyeTt poacTBEHHUKOB BOMbHLIX, NepeaaeT AaHHbIe O
BbIABMEHMN BONBHBIX B NeYebHble yYpexaeHysa ans nx gucnaHcepnsaumm.

Buoxnmuyeckasa rpynna ocyulecTsnsaeT MacCOBbIN CKPUHUHT
HOBOPOXAEHHbIX Ha (PEHUMKETOHYPUIO U BPOXAEHHbLIA TMNOTUPEODS,
BbINOMHAET KOHTPOMb 3a NeYeHEM BbIsiBNEHHbIX B0MbHbLIX, NPOBOAUT
CENEeKTUBHbIN CKPUHWUHT.

Mpynna umtoreHeTnkn obecneumBaeT noapasgeneHne Meanko-
reHeTUYECKOro KOHCYNbTUPOBAHUS UMTOreHeTUYEeCKUM obcreaoBaHmuem 4ns
BbISBNEHMSI XPOMOCOMHbIX 6OfbHbIX.

pynna npeHaTanbHOW OMArHOCTUKW BeAeT yNbTpa3BYyKOBOE
obcnenoBaHue nnofa v BbINOMHAET BUOXUMUYECKUE UCCNeaoBaHUS
BepemeHHbIX (onpeaeneHue a-geTonpoTenHa n ap.).

'pynna moHuTopuHra BIP nposoguT peructpauuto Bcex cnyyaes
poxaeHus aeteu ¢ BINP B Mockosckon obnacTu.

B MOHUKW Meaunko-reHeTU4eckoe KOHCyNbTUPOBaHWE OCYLLIECTBASIOT
reHeTvKu-neamaTpbl M HEBPOITOT.

Ha meaunko-reHeTU4eckoe KOHCYNbTUPOBaHWE HanpaBnsoTCs
BonbHble CO crieayoWmnMmn NokasaHuamMu: Hanwdaue y 6onbHoro BIP;
Hanuyme aHanornyHbIx 3aboneBaHni N1 CUMNTOMOB Y HECKOTBKUX YEeHOB
CEeMbMU; OTCTaBaHWe B YMCTBEHHOM U (PU3UHECKOM Pa3BUTUU; NEPBUYHOE
Becnnogue cynpyros; NepeuyHas ameHopesi, 0COOEHHO B codeTaHUu C
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Henopas3BUTMEM BTOPUYHBLIX NMOMOBbLIX NPU3HAKOB; MPUBLIYHOE
HeBbIHaLLMBaHNEe Be@PEMEHHOCTH; MIMMNOroHaAN3M; KPOBHO-POACTBEHHbIN
Bpak; XpoHn4yeckass HeBpOMnorndeckas naTtosnorus, He TUNUYHAaA NS
3abonesaHnin UHPEKLMOHHOTO U ayTOMMMYHHOIO reHesa Apyroro
SK30MEeHHOrO MPOUCXOXKAEHWS.

Ans npoBeaeHVA MeANKO-TEHETUHECKOTO KOHCYNbTUPOBaHUA Bpay-
reHeTUK UCNoMb3YeT cnegytowme MeToabl UCCNeaoBaHNs: KNMHUYECKUE,
reHeanoruyeckui, gepmatornuguky. Npu HeoGXO0AUMOCTM Ha3HaYarT
AONOMHUTENbHbIE MeToAbl: BUoXUMUYeckuin; untoreHeTudeckunin; OHK-
AVArHOCTUKY; NpeHaTansHyr AMarHoCTUKy. :

B MORWKW npoBoanTCA MeANKO-reHeTU4ECKOE KOHCYbTUPOBaHME 1
rneyeHne bonbHbIX C PEHUNKETOHYPUEW, BBISIBNEHHBIX MPU Macc-CKPUHUHIE
1 CeneKkTUBHOM CKpuHUHre. Beero Ha yyeTe coctomT 285 605bHBIX pasHoro
Bo3pacTa, 180 M3 HMX HaxoOATCA Ha NOCTOSTHHOM MevYeHuU U noj
HabntogeHveMm, 90 feTeil He UMEIOT KaknX-MBOo OTKNOHEHW B pasBUTUM U B
COCTOSIHUK 300poBba. Y 17 feTein nMeeTcs norpaHM4yHoOe COCTOsIHME
pasBuUTUA MHTeNnekTa. Y 83 geTei eCTb OCNOXHEHMUST B BUAE 3a4ePXKKU
NCUXOMOTOPHOrO pasBUTUA U ONUIOOPEHNN C Pa3NINYHON CTEMNEHbLIO
BbipaxeHHocTu. M3 180 y 30 uMeTca OCMOXHEHUsS B BUAe
CUMIMTOMATUYECKON INUNENncuu.

B MOHWKW Takke ocyLiecTBnseTcs neyeHme AeTei ¢ BpOXOEHHbIM
TMNOTUPEO30M, BbIABNEHHbLIM NPU MAaCC-CKPUHUHTE U CENEeKTUBHOM
CKpUHUHre. lNonynaunoHHas YactoTa BPOXAEHHOro rMnoTupeosa y
HoBOpOXAeHHbIXx Mockoscko obnactu coctaBnset 1:6286,
hbeHunkeToHypum — 1:620.

Taknm 0bpa3om, MeIMKo-reHeTUHecKas Cryxo6a urpaeT BaxkHYo pofb
B CUCTEME 30PaBOOXPAHEHUS, CHDKEHMN 3a00NeBaemMocTu, MHBanUaHoCTu
N CMEPTHOCTU HaceneHus.

BOMPOCbLI PEAHUMALIMWU U UHTEHCUBHOW TEPAMNUN
B MPAKTUKE CEMEUHOIO BPAYA

M.B. Pyoenko, JI.IL. Kpy2nosa
DYB MOHUKH

PeaHumaTtonorna — Hayka 06 OXMBNEHWUMU (re — BHOBb, animare —
OXMBMATb), N3yyaroLjas BONPOCH! ITUOMOMMK, NaTtoreHesa n nevyeHus
TEPMUHATbHBIX COCTOSIHWUI, & Takke NOCTPeaHUMaLIMOHHOM 6onesHw.

PeaHnmauua — 3T0 NPOLECC OXMBIIEHUS OpraHn3Ma C MOMOLLbIO
npoBeAeHus cnelmanbHbIX peaHUMaLOHHBIX MeponpuaTuin. B HacToswlee
BpeMs B BOMbLIMHCTBE CTPaH NPUHAT TEPMUH CepaeYHO-NerovHas
peaHnMaLms N1 cepaeYHO-NeroyHas 1 uepebpancHas peaHumaLms.

TepMuHansHoe COCTOAHUE ONPefensieTcs Kak NorpaHnuHoe Mexay
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