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O6CyxaatoTcs BO3MOXHOCTMW BbISIBIEHUS PEAKOW HACNEACTBEHHOW NATONOMM NyTEM COBEPLUEHCTBOBAHNS MeAMKO-reHeTuye-
CKOIN NOMOLLY 6OMbHBIM C BPOXAEHHbIMI Nopokamu pa3suTus (BINP). MpeactasneH anroputM ancnaHcepHoro HabatoaeHns naumeH-
ToB ¢ BIP, npencraensiowmini coboin cxemy B3aMOAENCTBUS CNELManiCTOB YYPEXAeHNIA 3APpaBOOXPaHEHMS ¢ MeaMNKO-reHeTnye-
ckoi cnyx6oii. MoaHMMAKOTCS BONPOCHI CBOEBPEMEHHOCTU MEAMKO-rEHETUHECKOTO KOHCY/IbTUPOBaHMWS, @ Takke MeXancUMnanHap-
HOro B3aMMOAENCTBUS CNeLyanvcToB.

KntoyeBble cnoBa: BPOXAEHHbIE MOPOKY PA3BUTUS, MEAMKO-TEHETUHECKOE KOHCYIbTUPOBAHNE, MOHUTOPWHS, HACNEACTBEHHbIE 3a-

bonesaHus

B teueHue nocnenaHero aecaTUIETUS Ha (DOHE CHUXKEHUS
rokasartesieil MJIaieHYeCKOH CMEPTHOCTU OT COCTOSIHWIA,
BO3HUKAIOLIMX B TIEpPUHATAILHOM Tepuojie 1 0oJie3Hell op-
TaHOB JIbIXaHUSI, CMEPTHOCTb OT BPOXIEHHBIX aHOMaJIWi
OoCTaeTcsl Ha IpexxHeM ypoBHe [6, 7, 8, 11]. BpoxneHHas na-
TOJIOTUST SIBJISIETCSI OJIHOM M3 OCHOBHBIX NMPUYMH IETCKOM
MHBAJIMAHOCTY W HapsIAy CO 3HAYUTETbHBIMU KOHOMMYE-
CKUMU 3aTpaTaMy TOCydapcTBa, JieyeHUue U peaduInuTaius
JETeil ¢ TTOpOKaMU Pa3BUTHUS SIBJISIETCSI TSIKEJIBIM MaTepu-
aJIbHBIM, TICUXOJIOTMYECKUM U COLMAIbHBIM OpeMeHeM JIJIsi
cembl [11]. Peructpauus BITP B pamkax anuaemuonornye-
ckoro MmoHutopuHra B Poccun Benetcs ¢ 1999 r. [3, 4, 5]. 3a
3TO BpeMsI 3apEerMCTPUPOBAHO U B3SITO Ha y4eT OO0JbIIoe KO-
JIMYECTBO ceMeil, MMEIOLIUX OOJMbHBIX, KOTOPHIM HEOOXOa-
MO MPOBeIeHNE TUArHOCTUYECKHUX, JeUeOHbIX U peaduiInTa-
LIMOHHBIX MEPOTPUATHI. 3HAUUTEbHAsT YacTh MallMeHTOB
¢ BIIP naGmonatorcest ¥ mojydaroT TOMOIIb Y Pa3HbIX CIie-
LIMAJTUCTOB, TP 3TOM HE BCeraa Ha3HayaloTcsl HeoOXOmu-
MbI€ JUIS TIOCTAHOBKM TUArHo3a CrielMagbHble METOIbI 00-
cJIeI0BaHMsI, YTO YacTO BedeT K HETOYHOMY, MHOTIA Hempa-
BUJIbHOMY auarHosy. Kpome Toro, npu HabaoneHun 60Jb-
HBIX C TMOpPOKaMU Pa3BUTHUSI HE MCIIOIb3YETCSl CeMEMHbIN
noaxoa. OgHako TOJBKO paboTa ¢ ceMbell TTO3BOJISIET yCTa-
HOBUTb, UMEET JIM TIOPOK Pa3BUTHUSI HACTEICTBEHHBIN Xa-
pakTep, ONpeIeTUTb TAKTUKY BeICHUS MallMeHTa Uis ocTa-
HOBKM JIMarHo3a M B AajibHeii1eM (KOMIUIEKC JIeUeOHbIX 1
peabUIUTALIMOHHBIX MEPOIPUSITUI, HaOII0AeHUE APYTUMU
crienuaircTaMm), a Takxke pa3padboTaTh CUCTEMY MEPOIPUSI-
TUIl TI0 TUIAHUPOBAHUIO M BEACHUIO TIOCIEAYIOIIMNX Oepe-
MEHHOCTEM.

PaHnss nuarHocTuka BpOXIEHHONH M HACIEICTBEHHOM
MaToJOTMU B IETCKOM BO3pacTe BaKHa, OJHAKO 3TO HE BCe-
ria npeacTaBiseTcss BO3MOXHbBIM. COnocTaB/ieHUe TMarHo-
30B, YKa3aHHBIX B HAMPaBJIECHUU JIETEH HAa TOCTTUTAIM3AIINIO

B otneneHne KivmHukKu MHUWMUW nmenuatpuum v meTckoit Xu-
pyprun MuH3npaBa Poccuy M OKOHYATETbHBIX TUATHO30B
rocJie TIPOBEIEHHOTO 00CeIOBaHMS, TT0KAa3al0, YTO U3Me-
HeHMWe auarHosa Habmopamsack B 65—70% caydaes [10].
HawuGoublie TpyIHOCTH BbI3bIBajia IMATHOCTUKA HACJIEICT-
BEHHBIX 0OJIe3HEI U CUHAPOMOB cpenu HeauddepeHIpo-
BaHHBIX (DOPM IMATOJOTMH, CBSI3AHHBIX C 3aJ€PXKKOM Hep-
BHO-TICUXMUYECKOTO DPa3BUTHS, OTKJIOHEHMI (U3nueckoro
pa3BuTUsI 1 MHOXecTBeHHbIX BITP. OtcyrcTBUE emmMHOrO
MoIXo/a K HaOIIOCHUIO 3TOM KaTeropuy MalMeHTOB, HEl0-
CTaToOYyHOE OOCIeNOBaHUE U HETOUHBIN AMarHO3 B psiae CIy-
YyaeB BeAyT K MOBTOPHBIM CJIyYyasiM MaTOJOTUU B CEMbE.

IMauwmentsr ¢ BITP — 310 rpynmna 607abHbBIX, TpeOyo1Iast
JOJITOBPEMEHHOTO HAOIIONEHUS CIIEMATMCTAMU Pa3IMyHO-
ro mpoduIsl ¢ 1ebl0 YyCTAaHOBAEHUS/YTOUHEHMS TMarHo3a,
W TIPOBEJCHUS JIeUeOHBIX, peadMIMTallMOHHBIX MEPOTpHsI-
tnii. [logasasitoiee GONBIIMHCTBO BPOXKAEHHBIX U HaCe/l-
CTBEHHbIX 00JIe3HEl MposBiseTcs B AeTCKOM Bo3pacte [1],
MO3TOMY CBOEBPEMEHHAsI UArHOCTUKA U TUCTIAHCEPU3ALIMS
MalMEHTOB C BPOXIEHHOM TATOJIOTUEN U HAC/IEACTBEHHbI-
MU CUHAPOMaMU B Pa3IMYHbIX BO3PACTHBIX TPYMIaxX sIBJIsI-
eTcsl aKTyaJIbHOUM Mpo0eMoit MEAULIMHCKO TeHETUKH U Tie-
IUATPUN.

®opmMupoBaHUe KIMHUISCKUX TTPU3HAKOB Psiia MOHO-
TeHHBIX CUHIPOMOB MPOUCXOAMUT TOCTENEHHO, B TeUeHUe
HECKOJIbKMX JIeT XM3HU pedeHKa M He BCerja HOBbIE UX
MPOSIBJICHUSI OLIEHUBAIOTCS KOMIUIEKCHO. YacTo cummnTo-
MBI OTHOTO CMHAPOMA WM 3a00J1eBaHUs TPEICTABISIOT CO-
00li HAOOpP OTHENbHBIX OTUATHO30B, C KOTOPHIMU PEOEHOK
HaOJIOJAeTCsI U MPOXOAUT JIeUeHHUE y pPa3HbIX CIEeLMaIN-
croB. Yem mosxe maHudectupyer 3aboseBaHue U B OoJiee
crapiieM Bo3pacTe (GOPMUPYIOTCS €ro CUMIITOMBI, TeM
¢ 0oJIblIIeil BEPOSITHOCTBIO Bpay MX OIIEHMBAET KaK MpUo0-
pEeTeHHbIC, HE MMEIOLINE BPOXIEHHOTO WIM HACIeICTBEH-
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Horo xapakTepa. C 3TOi TOYKU 3peHUS BaXKHOCTh ONITUMMU-
3allM1 OKa3aHWSI MEAUKO-TeHETUUYEeCKO MOMOIIN 1 cO3/1a-
HUSI CUCTEMBI JUHAMMWYECKOIO HAOIIONEHUS TaKUX OOJIb-
HBIX HE BbI3bIBaeT COMHeHUs. Ha ocHOBaHMM MHOTOJIETHE -
ro ONbITa OKa3aHUS CIIELUMATU3UPOBAHHON MEIULIMHCKOM
MOMOIIM TTAUMEHTAM C BPOXIEHHOW W HACJIEACTBEHHOM
MmaTojorueil pa3paboTaH ajJropuTM AMCIIAHCEPHOIO Ha-
omopnenus nauueHtoB ¢ BITP. KiroueBoe MecTo B cxeme
OKa3aHUs CIeNUaJn3NPOBAHHON IMOMOIIM ITalleHTaM
¢ BIIP 3anmMmaer Bpau-reHeTuK (pucyHOK). Permcrpanmsa
IMOPOKOB Pa3BUTHSI B paMKaX 3MUAEMHOJOTMUECKOI0 MO-
HUTOpPUHIA U IIOMOJHeHHue 0a3bl JaHHbIX peructpa BIIP
JIAeT BO3MOXHOCTh (POPMUPOBATH TPYIINbI OOJBHBIX IS
HamnpasJIeHUSI B CIIeLIMAIM3UPOBAHHOE yupexkaeHue (reHe-
THYecKas KiauHuka). [IpoBeaeHre MEIUKO-TEHETUYECKOTO
KOHCYJBTUPOBAaHUsI, Ha3HAUYeHMUE CIELMAJbHBIX METOIOB
obcenoBaHusl (aMOyIaTOPHO WJIM B YCJIOBMSIX CTallMOHA-
pa) MO3BOJSIET IMOCTaBUTh TOUHBIM auarHo3. CorjaacHo
YCTAHOBJIGHHOMY  JMArHo3y  BBIIEISIOTCS  HECKOJIbKO
TPYIIT; XpPOMOCOMHbBIEC HApYILICHUS; MOHOTEHHbIC CUHIPO-
Mbl; TOPOKU Pa3BUTHSI, BOBHUKIINE B pe3yjbTaTe TepaTo-
TEHHOrO BO3JEHCTBUSI Ha IUIOA BO BpeMsi OepeMEeHHOCTHU
MaTepu; MOPOKU Pa3BUTHUSI HEYTOUHEHHON 3TUOJIOTUU.

Kak ormeueHo Bblllie, MaHM(bECTalMsI HACIEACTBEHHbIX
CUHJIPOMOB, CUHIPOMOB MHOXecTBeHHBbIX BITP MoxeT rnpo-
HCXOIUTh Ha TIPOTSDKEHUM HECKOJIBKUX JIET, TTO3TOMY BaxkHa
opraHu3alys IMHAMUYECKOTO HAOJTIOEeHUS 32 9TUMU TPYII-
namu OonbHBIX. OOllasi cxema 3TOro Ipoliecca BKIIOYAeT
HeCcKOoJIbKO 3TanoB (pucyHok). [Mauuentam ¢ BITP Heobxo-
JIUMO TMOCENIaTh Bpaya-reHeTUKa ¢ 1eJblo OCMOTpa U BO3-
MOXHOTO BBISIBIIEHMSI HOBBIX CUMIITOMOB. Yem Miamiie pe-
OCHOK, TeM yallle HYXHO IpPOBOIUTH €ro OOBEKTUBHBIN
ocmortp. [lo KpuTepusM Tpymm 3M0POBbs, MPEITOKEHHBIX
C.M. I'pombaxom, IeTH ¢ HACIeACTBEHHBIMU 32001 BaHNUSI-
MU U1 BPOXIEHHOM MaTOJIOTUE OTHECEHBI K TPEThEU IpyIine
3I0POBbsI, HApsiAy ¢ OOJbHBIMM XPOHMYECKHMMM 3a0o0JieBa-
HMSIMU B COCTOSIHUM KomreHcauuu [2]. TleguaTtpel peko-
MEHIYIOT HaOJogaTh 3Ty TPYIITy MalMEeHTOB C 4acTOTOM
onuH pa3 B 3—6 mec. [13]. Ha ocHOBaHWM HOBBIX JAHHBIX,
MOJIYYEHHBIX TIPU OCMOTpe pebeHKa, MOTYT ObITh Ha3Haye-
HBI IOTIOJTHUTENIbHBIE CITELNATbHBIE METOIBI 00CICIOBAHMS,
KOHCYJbTAlIMM IPYTUX Bpauei-criennaanucToB. 1o mepe Ha-
OJoeHUsI B 3aBUCMMOCTHU OT TeueHUsI 3a00j1eBaHus U Gop-
MUPOBAHUS €ro KJIMHUYECKOTro (PeHOTUIa MOXET BO3HUK-
HYTb HEOOXOIMMOCTb MOIMOJHMUTEJbHON KOPPEeKUMU aua-
THOCTMYECKUX MEPOTPUSITUIA U CXeMbl HaOmoaeHus. JuHa-
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MMUYECKOTO HaOJIIOAEHUS, C HAlllEl TOUKU 3peHUsl, TPEOYIOT
TakKXKe MalUeHThI C YK€ YCTAHOBJICHHBIM AUArHO30M (TpyIi-
MBI OOJIBHBIX ¢ MOHOTEHHBIMUA CHHIPOMAMU, XPOMOCOMHBI-
MM HapyLIEHWSIMU, CUHAPOMAMU TEpPAaTOre€HHOM 3THOJIO-
run). Lenpio moceleHnsT Bpaya reHeTUKa B TaKUX CIIydasix
SIBJISIETCS BBISIBJIEHIE HOBBIX CMUMITTOMOB 3a00JI€BAHKS Y TTa-
LUEHTa BCIIEACTBHAE KIMHIWYECKOTo noynmopdusma. Iomy-
yeHHas1 MH(GOPMALUS JaeT BO3ZMOXHOCTb OMUCAHUST PEIKO
BCTPEYAIOIIMXCS TTPU3HAKOB M3BECTHBIX CUHIPOMOB MOHO-
TEHHOM, XpPOMOCOMHOI ¥ TepaTOreHHOM 3TUOJIOTUM U pa3-
pabOTKM MHAMBUAYATEHOTO MTOIX0A K PeabMIUTALIMOHHBIM
MEPOTIPUATUSAM, YIYYLIAIOIINM Ka4yeCTBO KU3HU OOJIBLHOTO.
Kpome Toro, 3HaUNUTEIBHON YaCTU MALMEHTOB HEOOXOAUMO
MPOCMEKTUBHOE MEANKO-TEeHETUIECKOE KOHCYIbTUPOBAHUE.

3a mepuoa MpOBEIeHUS SIMUACMHOIOTMISCKOTO MOHU-
topuHra BITP B Tomckoii obiactu ¢ nmpuMeHEHUEM OIu-
CaHHOTO AJITOPUTMA MEAUKO-TeHETUYECKYIO KOHCYIbTAIIUIO
noyyrsid 695 marmenToB ¢ BITP u wieHoB cemeit. Micronb-
30BaHKME TMPEACTABIEHHOrO JIrOpUTMa MNpU HAOIIOAEHUU
neteit ¢ BIIP, oOpaTuBIuxcs K Bpayy-TeHeTUKY, IIpU MeIr-
KO-TeHETHUECKOM 00CJIeIOBAHMU MO3BOJIMIIO B 25% cityuaeB
YTOYHWUTH/U3MEHUTH MUATHO3, ¥ 12% TalneHTOB BHISBICHA
reHeTuyeckasl mpuurMHa (GOpMUPOBAHUS MOPOKA PA3BUTHSI.
B rpynmne maiueHToB ¢ XpOMOCOMHBIMU HapyIIEHUSIMU ObI-
JIM BBISIBJIEHBI pefKue cOalaHCUPOBAHHbIE M HecOalaHCHU-
poBaHHbIe MepecTpoiiku. HaciaencTBeHHble CUHAPOMBI ObI-
JI TIPE/ICTaBJIEHbI CASAYIOIMMM HO30JIOTHYeCKUMU (hopMa-
Mu: cuHapombl Ban ngep Byma (OMIM119300), mepe6-
po-dauuno-topakanbubiii  (OMIM  213980), BuubsimMca
(OMIM  194050), osnurtenuanbHoro Heyca (OMIM
163200), In Oxopmku (OMIM 188400), Kopuenuu ne
Jlanre (OMIM 122470), IMenbi—Lokeiipa (OMIM 214150)
u apyrue. Pe3ynbraThl MccaenoBaHus MOKa3aau, YTO 3HAYU-
TeJIbHOW YacTu mauueHToB ¢ BITP Menmmko-reHeTMUecKast
KOHCYJIbTallUsl OblIa TIPOBe/ieHa BIEPBBIE.

HemanoBaxkHoe 3HaYeHUE B CUCTEME OKa3aHHUsI IIOMOLIN
naunentaMm ¢ BIIP mmeer ee cemeitHass HampaBJIeHHOCTD.
O06cnenoBaHue YJIEHOB ceMeil, (popMUpoBaHUe TPy pUcka
U MX HaOJofeHHWEe SIBJISIIOTCS MEPONPUITUSIMU TEPBUYHOM
MpoWIaKTUKU BPOXAEHHON matojornu. [IpocrnekTuBHOE
MEIMKO-TEHETUUECKOe KOHCYJbTUPOBAHUE, TMPOBENEHUE
MpeHaTaTbHOM TMAarHOCTUKY Ha3HA4YaeTcsl B Caydyasix, Korma
€CTb COOTBETCTBYIOIIIME TIoKa3aHus. Kpome Toro, mpu npo-
BEICHUM 3MUAEMUOJOTHYecKOro MoHuTopuHra BITP peru-
cTpupyloTcs He Tojabko BIIP y xkuBopoXIeHHBIX neTeli, HO
W aHOMaJIUW Pa3BUTHSI, BBISIBJICHHbIE Y TIJIOJOB MpeHaTa b-
HO, M 3HAYUTEJbHAsl YacTh 3TUX OEPeMEHHOCTEeil MpephiBa-
I0TCS 110 MEIULIMHCKUM ToKa3aHusM [5]. CeMbsiM, B KOTO-
poix BIIP y mmona ObUIn BBISIBJICHBI B IPEeHATAILHOM TIEPH-
ojie, B 00513aTeJIbBHOM TOPSIIKE JOJKHO ObITh HA3HAUYEHO Me-
JIMKO-TeHETUYEeCKOe KOHCYJIbTUPOBaHUE, a MPU HAJTUYUU
MOKa3aHU — CIeluaIbHble METONbl TUATHOCTUKU ISt
YCTaHOBJIEHMSI JIMAaTHO3a C TOCJIEAYIOIIMM OTHECEHUEM Ce-
MbU K OMHOI M3 YeTblpeX KaTeropuil maiueHTOB (puc.).
B nanpHeiieM mpoBOAUTCS TMPOCTIEKTUBHOE MEIUKO-TeHEe-
TUYECKOE KOHCYJIbTUPOBaHUE, MPU TUIAHUPOBAHUU JETO-

POXIEHUS U HACTYIUJICHUM OEpEMEHHOCTH MOXET OBbITh pe-
KOMEHI0BAaHO HaOJI0IcHUE C MPOBEIEHUEM MpPeHATATbHOM
JNUAarHOCTUKU, BO3MOXHO — MPEUMILIAHTALlMOHHOU TeHe-
TUYECKOI AMATHOCTUKMU.

I'pynna nmauuveHToB ¢ MOPOKAMU Pa3BUTUSI, STUOJIOTUS
KOTOPBIX HA MOMEHT IPOBEAECHUSI MEIUKO-T€HETUYECKOTO
00ceIoBaHUsI OcTajach HEYTOYHEHHOM, TakXe TpeOyloT
HaOJII0ICHUS C 11eJIbI0 BOBMOXKHOTO BBISIBJIEHUSI HOBBIX CM-
MTOMOB. YcIexu B 00J1aCTU MEAULIMHCKOM TeHETUKH, MOSIB-
JIEHWE HOBbBIX CBEIEHUI 00 3THOJIOTUU CUHAPOMOB U pa3BU-
THE METOJOB AMATHOCTUKMU TIO3BOJISIT YTOYHWUTH JIMArHO3
Y 3TUX OOJIbHBIX, IPOBECTU MEIUKO-TEeHETUYECKOE KOHCYJIb-
TUPOBAHUE U IaTh COOTBETCTBYIOLINE PEKOMEHAAIMN.

IIpencraBieHHBIN alropuT™M AMCIIAHCEPHOTO HabJ0Ie-
HUSI MIPEICTABIsIET COO0I 00IIYI0 CXEMY, B KOTOPYIO MOXHO
BHOCUTD JIOMOJIHEHUS U U3MEHEHUSI, YUUTbIBasi PETUOHAb-
Hble 0COOEHHOCTM TATOJIOTUU: YacTOTY, CMEKTp, Haubosee
yacThle MPUYMHBI BOBHUKHOBEHUSI TIOPOKOB pa3BuTus [12,
14]. Tpu opraHuzauuy MeIULMHCKON MOMOILU CEMbSIM,
B KOTOpBIX ecTb mauueHThl ¢ BIIP, Henb3s He OTMETUTH
BaXXHOCTb MEXIMCIUTUIMHAPHOTO TTOIX0/1a U B3aUMOJEHCT-
BUE€ Bpayeil BCeX CIECUMUAIBbHOCTEN SBISCTCA 3HAYUMBIM
(hakTOpOM B CBOEBPEMEHHON AMATHOCTUKE TIE€HETUYECKOM
narojoruu [9, 12, 15].

Takum 00pa3oM, ONTUMU3ALIMUST TUCTTAHCEPHOTO HA0JII0-
nenus mnanueHToB ¢ BIIP, a Takke mpoBeaeHue MpocCIek-
TUBHOTO MEJIMKO-TEeHETUUYECKOTO KOHCYJIbTUPOBAHUSI UMEET
BaXXHOE 3HaUEHME B MPO(UIaKTUKE BPOXKIECHHOMN 1 HACIe-
CTBeHHOI1 matosoruu. [IpoBegeHne 3MUAEMUOIOTMYECKOTO
MOHMTOPUHIA, [IHMCHAaHCEPHOEe HaOM0AeHUE TMALUEeHTOB
¢ BIIP, a takxxe (popMupoBaHue IpyMIl pUcKa M0 Pa3BUTUIO
BPOXICHHOW M HACJIEICTBEHHOW TMaTOJIOTMM OKa3bIBaeT
BJIMSIHYE Ha YPOBEHb 3JI0POBbSI HACEJIEHUSI, KOTOPOE XapaK-
TEPU3YIOT, B TOM 4YHUCJE, TMOKa3areJu 3ab0s1eBaeMOCTH
BCJICJICTBUE BPOXIECHHBIX aHOMAJINM, TETCKOW MHBAJIUIHO-
CTH, CMEPTHOCTH.
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The possibility of detection of rare hereditary diseases by improving the genetic health care for patients with congenital malforma-
tions is discussed. An algorithm of the follow-up of patients with congenital malformations is presented. The algorithm is a pattern of
interaction of various health care specialists with the medical genetic service. Issues of the timeliness of medical genetic counseling,
as well as interdisciplinary interaction of the health care specialists are raised.
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