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B crarbe npesacraBiieHbl OCHOBHBIE HAIPaBICHUS PaOOThI MEIUKO-TEHETHUECCKOMN
cnyk0b1 KupoBckol 007acTH 10 JWAarHOCTUKE W MPEIYyNPEKACHUIO POXKICHHS
JeTe ¢ HaCJEJACTBCHHBIMH M  BPOXKJICHHBIMU 3a0ojieBaHUsSIMH. JlaHHBIE,
MIPUBEJICHHBIC B CTaThe, BOCTpeOOBaHbI sl A(DPEKTUBHON pabOThI Bpauei pa3HBIX
CIICIIMAJILHOCTEN.

KiroueBble cjo0Ba: MeaWKO-TeHETWYECKast Coyk0a, 1aeTd, NpoduiaKkTHKa,
BpPOXKICHHBIC U HACJICJICTBEHHBIC OOJIC3HH.

The article presents the basic directions of medical genetic services in Kirov
region that specializes in diagnosing and preventing children with hereditary and
congenital diseases birth. Data in the article are in favor in order to provide
physicians of different specialties effective work.

Key words: medical genetics services, children, prevention, congenital and
hereditary diseases.

Ycmexu B HCCIENOBAHWM TEHOMA 4YeJOBeKa YyOETUTENhbHO TMOATBEPAIN
OTPOMHOE 3HAYCHUE HACIEJICTBEHHBIX (AaKTOPOB B (POPMHUPOBAHWUU I1ATOJOTHH
yenoBeka. HacnencTBeHHass M BPOXKJICHHAS MATOJIOTHS COCTaBIISIET CYIIECTBEHHYIO
4acTh B 00IIEH 3a00JICBAEMOCTH M CMEPTHOCTH HaceJIeHHs, 0COOeHHO jaeTckoro. 1o
nanHpiM BO3, 10 5% HOBOPOXKJIEHHBIX UMEIOT HACJICICTBEHHbIE HAPYIICHUS, YTO B
3HAQYUTEIBHON CTENEHW OOBSCHSAET BBICOKYIO MJIQJEHYECKYI0 M JIETCKYIO
cMmeptHOCTh. Ha momo ux npuuun npuxoautcs 10 20-30% npuyuuH mMiaageHuYeCcKOn
u 10 30% pnerckor cMepTHOCTU. BoyibHBIE C JAHHOW MATOJOTHEN 3aHUMAIOT 10
35-40% koex B MHOronpoduiabHbIX OOnbHMIAX [1, 2, 3, 4, 5].

C menpio BBISBICHUS, TNPOGUIAKTAKHM W JICUCHHUS HACJICACTBEHHBIX U
BpPOXKIACHHBIX Oone3nerd ¢ 1995 roma Ha 6Gasze KupoBckoit 00macTHOW AETCKOU
KIIMHAYECKOW OOJILHUIIBI CO3/1aHa MEIMKO-TeHEeTHYecKas CiayxoOa, kotopas B 2005
roJly peOpraHn30BaHa B MEUKO-TCHETHUECKYIO KOHCYJIbTAIIHIO.

OcHoOBHbIE HaNpaBJIeHUs JeITeJIbHOCTH MeIMKO-TeHeTHYeCKOM CJIYKObI
Kuposckoii o01actu



Menuko-reneTnueckass Cciiy>)k0a SIBISIETCS CHEUATM3UPOBAHHBIM  BHJIOM
MEJUIMHCKOW IMOMOIIM HACEJIEHUIO0, OCHOBHBIMHM ILEISIMH M 33Ja4aMH KOTOPOWM
SBIIAIOTCS BBIBIICHHE, MPOPUIAKTHKA U JICUEHUE HACIICJCTBEHHBIX M BPOXKICHHBIX
3a00eBaHUl, CHWKEHUE OOYCJIOBJIICHHBIX UWMH JETCKOHW  3a00JeBaeMOCTH,
WHBAJIMJHOCTH U CMEPTHOCTH, a TAaKX€ YMEHBIIEHUE «TE€HETHYECKOTO TIpy3a» B
nomyJsiiuy. 3a mocieaHue 3 roga paboTsl HAOMIOAACTCS] MHTEHCU(DUKAIUS YCUITHMA
BCEX CIIy’O0 B 3TOM HaIpaBJICHUH.

3amaueil MEIMKO-TeHETUYECKOTO KOHCYJIbTUPOBAHUS SIBIISIETCS] YCTAHOBIICHUE
JMarHo3a HacJeJICTBEHHOW CHHAPOMAJIbHOM MAaTOJOTMHM M TMPOTHO3 MOTOMCTBA B
cembe. KoHCYyIbTUpOBaHHE CEMBU MOXET OBITh IMPOBEACHO KaK MOCIE POXKICHUS
O0oJbHOrO pebeHKa (PEeTPOCHEKTUBHOE), TaK W 1O POXICHHUS JeTed B CEMbE
(mpocnektuBHoe). C 2009 mo 2011 roapl KOJIMYECTBO MALMEHTOB, MOJYYHMBIIMX
MEIUKO-TEHETUYECKOE KOHCYJIbTHUPOBAHUE, cocTaBisier okojio 5 000 B rom, mpu
3TOM J0Ji1 KOHCYJbTalMi MO MPOrHO3Yy MHOTOMCTBAa cocTaBisieT oT 85 no 87%
€KeroJIHo, 0K0J0 13—15% — KOHCyNbTalMK C 1ENIbI0 YTOUHEHUS JUarHos3a [6].

Exxeronno B KupoBckoit 06iacTu BriepBble TUArHOCTUPYIOTCS 86—94 ciydast
HACJIEICTBEHHOU naTojoruu, u3 Hux 70% — reHHbIe HAClIeICTBEHHbIE 3a00IeBaHUs
u cungpomsl, 30% — XpoMocoMHas matosiorusi ExxeronHo BeisiBisieTcs 25-27
CJIy4aeB XpOMOCOMHOM MaTOJIOTHH.

I[To pmamneiM Ha 31.12.2010, B perucrpe BIEPBBIE BBIABICHHBIX
HaCJIeJICTBEHHBIX 3a0osieBaHuil 1o KupoBckoit obsactu coctosuio 1458 manueHTos,
Ha 31.12.2012 ux uucno Beipocio a0 1730 (poct Ha 18,7%) 3a cuer pacmmpeHus
BO3MOKHOCTEN JUArHOCTUKH. KoOnuyecTBO pOIMBIIMXCS 3a 3TH 3 TOAA BBIPOCIO
He3HaunTenbHO ¢ 15808 mo 16907 HOBOpOkAEHHBIX B roA. B 3TOM MMeeTcs 3aciyra
U TIeINaTpoB, OoJiee aKTUBHO HAIPABJIAIOIINX MAlMEHTOB Ha KOHCybTanuio B MI'K:
yucio HampasieHHbIX B 2010 coctaBuno 520 uyemosek, B 2012 — 1027 (pocT Ha
97,5%) Tabmn. 1.

Tao6auma Ne 1

2010 2011 2012
Bcero BrnepBbie BolsBIeHHBIE Hb 86 131 141
B T.4. renHbie 601€3HU 60 89 107
XPOMOCOMHBIE OOJIC3HH 26 42 34
Bcero B peructpe Hb Ha koHen 1458 1589 1730
rojia
B Hacrosiiee BpemMs B CTPYKType pEruMcTpa HACJIEICTBEHHBIX Oose3Hen
nepBoe MECTO 3aHUMAIOT ayTOCOMHO-/IOMUHAHTHBIE BpPOKJICHHBIE
COEJIMHUTENbHO-TKAHHbIE ucIuia3uu (28%), Ha 2 mMecTe — peaKue MOHOT€HHBIE

CHUHJPOMBI C pa3HBIMHM THIaMH HacyienoBanus (22%), Ha 3 MecTe — XPOMOCOMHas
natosiorus (15%) u OGosblliasi rpyrina HACIEACTBEHHBIX 00Je3HEel oOMeHa BEIleCTB
(9%).

C 1151610 paHHETO BBISBJICHUS U MPEAYNPEKACHUS POXKICHUS ACTeH C TaHHON
natosiorueii B KupoBckoi 007acTM HUCIHOJIB3YIOTCS COBPEMEHHBIE METO/IbI
npeHaTaJIbHOW JUArHOCTUKH, BKJIIOYAIOIIME MAaccOBOe oOcieqoBaHuEe OepeMEHHBIX
Ha BPOXJCHHBIE TMOPOKH PA3BUTUS U XPOMOCOMHBIC HAPYIICHUS Ha OCHOBE
yJIBTPA3BYKOBOTO UCCIICIOBAHUS U OLICHKM MAaTEPUHCKUX CHIBOPOTOUYHBIX MapKEPOB,



a TaKXe MNpeHaTaIbHO-IIUTOTCHETHYECKash JIMAarHOCTUKA XPOMOCOMHBIX OO0JI€3HeH
(Xb) B rpynmax pucka. CneacTtBueM SBISIETCS YIYUYIIEHUE BBISBISEMOCTH
HacieacTBeHHbIX Oosnesnert (HB) mpenaransHo (Tabdsm. 2).

Tabmuma Ne 2
CTpyKTypa npeHaTaJbHO BBISIBJICHHBIX aHOMAJIMH TJI0/IA.
2010 2011 2012
BIIP I[THC 34 (19%) 41(20%) 33 (15%)
BIIC 17 (10%) 22 (11%) 45 (20%)
BIIP nouek 39 (22%) 51 (25%) 50 (22%)
["acTpomm3uc/ombanorene 10 (6%) 11 (5%) 8 (4%)
BITP )KKT 4 (2%) 7 (3%) 4 (2%)
MHOXEeCTBEHHBIC BPOKJICHHBIC 22 (12%) 27 (13%) 25 (11%)
MOPOKH Pa3BUTHUS
Pacmiennaa ryoe1/Heba 3 (2%) 4 (2%) 8 (4%)
CKeneTHbIC TUCIIIA3UHU 20 (11%) 10 (5%) 10 (4%)
Cunpapowm [layna (tpucomust 21) 11 9 11
Cunnpom DaBapjca (TpUCOMUS 4 4 6
18)
ITaTonorus MojJoBBIX XPOMOCOM 2 2 6
Cunapowm Ilaray (Tpucomust 13) - 2 -
Tpumnongus 69, XXX - - |
[Ipouwne, B T.u.: - 2 2
-CTPYKTYPHBIE U3MEHEHUS - 1 2
ayTOCOUM - 1 -
-tpucomusi C
[IpoueHT npeHaTaibHO 7,8% 7,0% 11%
BBISIBJICHHBIX XPOMOCOMHBIX
AHOMaJIUU

B crpykType npeHaTasbHO BBISIBICHHBIX BPOXKIECHHBIX MOPOKOB Pa3BUTHS
mioga B teuenue 2009—-2011 rr. va 1 mecte — BIIP mouek 22%—25%—22%; Ha 2
mecte — BIIP ITHC 19%-20%—15%; Ha 3 MecTe — MHOXECTBEHHbBIC BPOKICHHBIC
nopoku moaa 12%—13%—11%. Cpeau npeHaTanbHO BBISBICHHBIX XPOMOCOMHBIX
aHOMAJIMU €XEeroaHo JUaupyeT cunapom Jlayna (45-65%).

PexoMeH1alinu 1o TaKTUKE BEICHUSI OEPEMEHHOCTH MPU HATUYUHU HAPYIICHUI
pa3BUTHS IUIOAA JAIOTCA MPEHATaIbHBIM KOHCUJIMYMOM, BKIIIOYAIOUIMM Bpayen
HECKOJIBKUX CIIEIIUAIIBHOCTEM: JETCKOTO XUpypra, Bpauda Y3U,
aKyIIepa-THHEeKO0JIOra, HEOHATOJIOTa, TeHETUKA, Y3KUX CHEIUAIUCTOB MO MPOdHIIIO.
IIpn »>TOM OKOHYATEIbHOE PEIICHHE O Cyab0e OCpEeMEHHOCTH NMPUHUMAET CEMBbS.
HexoToprle mokazarenu paboThl IIpeHATATLHOIO KOHCHUJIMYMa 3a IMocaeaHue 3 roja
npejCTaBlIeHbl B Ta0uIe 3.

Tao0muma Ne 3

2010 2011 2012

Bcero 180 217 235




ITo BIIP 173 203 223
ITo xpoMOCOMHBIM 7 13 11
AHOMAJIHSIM
ITo pucky HaciieICTBEHHON - | 1
6omne3nn/
JIMarHOCTUPOBAHHOMY
HACJIEICTBEHHOMY
3a00J1€BaHUIO
Ha npepsiBanne 117 114 112
OCpPEMEHHOCTH
OTKa3 OT npepbhIBaHUS 4 4 4
[IpoJsioHTMpOBaHUE 64 103 123

Uucno ceMel, NOJYYUBIIMX 3aKIIOYEHUE MPEHATATBHOTO KOHCUJIMyMa
BbIpociio B 4,2 pa3za ¢ 56 B 2003 roxy no 235 B 2012rony. Cnemnyer OTMETUTH POCT
MIPOJIOHTUPOBAHHBIX OCPEMEHHOCTEH, UYTO CBSA3AHO C PACIIMPEHHUEM BO3MOXKHOCTEH
ONEPaTUBHOM KOPPEKIUU psiia BPOKIEHHBIX IMOPOKOB B MOCTHATAJIBLHOM MEPHUOJE.
Otmeuaetcsi pocT 3(DPEKTUBHOCTU TMPEHATAIBHOM JUAarHOCTHKHU, Tak ¢ 2004 rona
MOJIHOCTBIO OTCYTCTBYIOT CIydal POXKJIECHUs JeTed ¢ aHdHuedanued, CHU3WIACH
gacToTa Je()eKTOB HEBpalbHOU TpyOKH B 3,3 pasa, anumuHupoBaHo B 2012roay 108
aHOMAJIbHBIX TUIOZ0B, uTO Ha 20% Oombie, yuem B 2010 rogy. 3a mocneauue 3 roaa
3HAQYUTEIBHO  PACHIMPWIMCh BO3MOXKHOCTH OHOXMMHUYECKOTO  OOCIeI0BaHMS
NalUeHTOB, IO pe3yjbTaTaM OOCIEIOBaHMUS  €XKETOJHO JIUArHOCTUPYIOTCS
CAMHUYHBIC Ciiydan op(aHHBIX Ooe3Hel W3 TPYyNIbl HACICACTBEHHBIX OOse3HEH
oOmeHa BEILIECTB, pacrer YUCIIO MalUEeHTOB, MPOIIEAIINX
MOJIEKYJSPHO-TEHETUUYECKYI0  AuarHoctuky, 15-30% u3 HUX  [OJIydaroT
MOJIEKYJISIPHO-TEHETUYECKOE MOATBEPKICHHUE.

C 2006 1. B KupoBckoii 007IaCTH OCYIIECTBISETCS pPaCIIMPEHHBIN
HEOHATAJIbHBIM CKPUHUHT Ha 5 HACIIEICTBEHHBIX 3a00jeBaHUM: (EHUIKETOHYPHIO,
BPOXKAEHHBIA  TUIOTUPEO3, AAPEHOTCHHUTAIBHBIM  CHHAPOM, MYKOBHUCLHJO3,
rayjaktozemuto. 3a 2012 rox odcnenoBan 16091pedeHoK, BISIBICHO 15 OOJMBHBIX, U3
HUX C (EeHWIKETOHypuer 2 peOeHKa, BPOXKICHHBIM TUIOTHPEO3OM — 9,
aJI]pEHOr€HUTAIbHBIM CUHAPOMOM — 2, MYKOBUCIIHI030M — |, ramakro3zemuenn —1.
Bcero B Kuposckoii oonactu Ha 01.12.2012 r. 181 60nbHON peOeHOK, CTpaJaronuii
MOHOT€HHBIMU OO0JIC3HSIMHU, BKJIIOYEHHBIMH B HEOHATaJIbHBIA CKpUHUHT. PaHHee
BBISIBJICHUE M HA3HAYCHHUE JICYEHUS B JOKIMHUYECKYHO CTaJUI0 MPUBOJIUT K
YMEHBIIICHUIO MHBAJIMIU3AIMU U YIYUIIEHUIO COIMAIbHON afanTaliyd TaKuX JAETei.
MaccoBoe o00cienoBaHre HOBOPOXKJICHHBIX HA HACIEICTBEHHbIE 3a00JE€BaHUS
MTO3BOJIMJIO OIIEHUTh PACIPOCTPAHEHHOCTh ATUX OoJie3Held B KupoBckoii oOmacTu.

[To pe3ynbratamMm HEOHATAIILHOTO CKPUHUHTA 4YacToTa (eHUIKeTOHypuu — 1:7276,
BpokAeHHOTO runotupeosza — 1:5008, agpeHorenntanbHOro cuHapoma — 1:4419,
MykoBuciuaoza — 1:10735, ramaktozemun — 1:37563), 4TO COMOCTaBUMO C

OOIIEPOCCUICKUMU JaHHBIMHU.

[IpoBenennas 6omplas padoTa Mo NPeaynpekACHUI0O U PaHHEMY BBISIBIICHUIO
HACJICJICTBEHHBIX W BPOXKICHHBIX 3a00JICBaHWN Yy JAETed Hamuia OTPaKCHHE B
JMHAMHKE TOKa3aTeneil cMepTHOCTH. Tak, moka3arenb MIaJIeHYeCKOM CMEPTHOCTH



3a 10 net (2001-2011rr.) mo KupoBckoii obsactu cauzuics ¢ 16,8%o 10 6,5%o, T.€.
B 2,6 pa3a, Ipu 3TOM MOKA3aTellb paHHEW HEOHATAJIbHONM CMEPTHOCTH CHU3WJIICA €LIE
6onee cymectBeHHo 3a 2001-2011 rr. ¢ 7,8%0 10 2,3%0 — B 3,4 paza.

C 2012 roma KupoBckas 00nacTh BKIIOUYEHA B «IHJIOTHBIA IPOEKT» I10
paHHEH OOPOJOBOM AMArHOCTHKE XPOMOCOMHBIX HapylIeHUM Iona. Ha naHHbIM
MOMEHT HA4yaTo HCCIeJOBaHUE OMOXMMHUYECKMX MapkepoB [ Tpumectpa
OEpEeMEHHOCTU ISl paHHETO (OPMHUPOBAHUS TPYIIBI PUCKA MAIMEHTOK, KOTOPHIM
HEO0OXOANMO MPOBEACHNUE NHBA3UBHOM NTUArHOCTUKHU B | TpuMecTpe GepeMEeHHOCTH.
D10 OyJeT crnocoOCTBOBaTh PAHHEMY BBISBICHUIO W AJIMMHHAIMM aHOMAJIbHBIX
m010B. B o6macTu co3maeTcs ceTh CHenUalucTOB-3KCIepToB Y3U-nuarHocTUKH
aHOMaJINH IUI01A.

CrenuanucTbl MEIUKO-TEHETUYECKON KOHCYJIbTAI[UU PETYJISIPHO BBICTYIAIOT C
JOKJIaIaMH Ha KOH(PEPEHIHMAX U COBEIIAaHUSAX Bpadeil 00Iel MpakTHKH, IeIaTpoB,
aKyIIepOB-TUHEKOJIOTOB, HEBPOJIOTOB 10 COBPEMEHHBIM MpoOIeMaM MPO(IIIaKTHKA
HACJICJICTBEHHBIX W BPOXKIEHHBIX 3a0oJieBaHuid. J[aHHBIE BOMPOCHI OCBEIIAIOTCS HA
cepruduKamoHHbIX 1uKIax mo neauatpun B UT1O Kuposckoii [MA.

3akioueHue

Takum 00pa3zom, UMEIOIIHECS BO3MOKHOCTH MEIUKO-TEHETUIECKOW TTOMOIIN
B KwupoBckoii obrmactm B paMKax IUIaHUPOBAHUS JETOPOXKICHUS, YIyUIICHUS
ycioBuid  (OPMHpPOBAaHHS  IUIOJA, COBPEMEHHBIC  KOHIICNIIMM  MaCCOBBIX
NMPOCEHUBAIONIUX  TECTOB  OEPEMEHHBIX W  HOBOPOXKICHHBIX,  ITO3BOJISIOT
ONTHUMHU3UPOBATh PAHHIOK JUATHOCTUKY BPOXKIACHHOW W  HACJICICTBCHHOU
MATOJIOTHH JJII OKa3aHWs CHEIUaIN3upoBaHHON momomu. Poct sddexktuBHOCTH
3TOM pabOTBI BO MHOTOM 3aBHUCHUT OT TECHOTO KOHTaKTa B pabote
MEJIUKO-TCHETHYECKOW CIy>)KObI M JIeYeOHO-TIPOPMITAKTUIECKUX  YUPEKICHUN.
CoBMmecTHbIC ycunusi pabOThl BCEX CIyKO TPHUBOAAT K NPO(HUIAKTHKE IETCKOU
WHBAJIMTHOCTH W CMEPTHOCTH, K YJIYUIICHHIO COIIMAIIBHOW ajanTaiuu OOJBHBIX C
BPO’KJICHHBIMU U HACJIEJICTBEHHBIMH 3a00JIEBAHUSIMU U MX UHTETPAIIMH B OOIIECTBO.
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