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NMPEHATANIbHAA OUATHOCTUKA
B PECIMNYBJIUKE CAXA (AKYTUA)

MpoBeaeH aHann3 acpeKTUBHOCTY NpeHaTanbHOM AUarHOCTUKN B MeUKO-reHETUYECKON KoHcynbTauum MepuHatansHoro ueHtpa MY PC (A)
«PecnybnuvkaHckas 6onbHuua Ne1-HaumoHanbHbI LeHTp MeguumHbl» 3a 2005-2013 IT. v BAMAHUSA KOMOUHMPOBAHHOIO NPeHaTanbHOro CKPUHUHIA
Ha BbISBNEHME XPOMOCOMHBIX aHOManwui nnoga. lNonyyeHHble AaHHbIe NOATBEPXKAAIOT NOBbILEHE 3PPEKTUBHOCTY BbISBNEHUSA XPOMOCOMHbIX
aHoManui nnoga nocrie BHeApeHUst KOMOMHMPOBaHHOIO NpeHaTarnbHOro CKPUHUHTA.

KnroueBble cnoBa: npeHaTanbHas AnarHOCTUKa, MHBa3nBHas ONMarHoCTUKa, KOMOUHMPOBAHHbIV CKPUHWHT, XPOMOCOMHbIE aHOMaInuu.

The analysis of efficiency of prenatal diagnostics in the Perinatal Center «Republican Hospital Ne 1 - National Medical Center” medical genetic
consultation for 2005-2013 and the combined effect of prenatal screening for chromosomal abnormalities of the fetus are presented in the article.
These data confirm an increase of efficiency in identifying chromosomal abnormalities after the introduction of the combined prenatal screening.

Keywords: prenatal diagnostics, invasive diagnostics, combined prenatal screening, chromosomal abnormalities.

BBepeHue. lNpeHaTtanbHas guarHoc-
TMKa BPOXOEHHbIX W HACNEeACTBEHHbIX
OonesHen — 3TO KOMMJIEKCHas oTpacib
MeOUUMHBI, KOTopasi UCNomnb3yeT yrbTpa-
3BYKOBOE WCClefoBaHne, WHBA3UBHYHO
OVarHoCTUKy (XopuvoHBroncuio, amHuo-
N KopaoueHTes3, B1MoNcuio MblllL, U KOXN
nnopa) n nabopartopHble MeToabl (LUTOo-
reHeTnyeckue, Groxmmmnyeckme, Moneky-
nsipHo—reHeTnyeckne). lNpeHatanbHas
ONarHocTuka WMeeT  UCKITHUYUTENBHO
Ba)XKHOE 3HayeHWe npu MeOuKo-reHeTu-
YECKOM KOHCYINbTMPOBAHUN, MOCKOSbKY
OHa Mo3BONSET NepenTn OT BEPOSTHOrO
K OIHO3HA4YHOMY MPOrHO3MPOBAHUIO 310~
poBbs pebeHKka B CEMbSIX C FTEHETUYECKM-
MM OCHOXHeHusAMU. B HacTosiLee Bpems
BO3MOXHA [JWarHOCTMKa MNPaKTU4ECKU
BCEX XPOMOCOMHbIX CUHAPOMOB M Ha-
CNEeACTBEHHbIX OonesHen, Guoxmmmuyec-
KM fedekt npyu KOTOpbIX YCTaHOBIEH
poctoBepHo [1].

CHwxeHue neprHaTanbHon 3abonesa-
€MOCTM U CMEpPTHOCTU SIBMSIETCA OAHOM
M3 OCHOBHbIX 3aay B CUCTEME OXpaHbl
MaTepuHCTBA W OETCTBA, B CTPYKTYpe KO-
TOPbIX BeAyLlee MEeCTO 3aHUMAalT BPOX-
OEeHHble 1 HacneacTBeHHble 3abonesa-

CotpyaHukm MK Pb Ne1 HUM n AHLL KM
CO PAMH: FTOTOBLEBA NMouusa BacunbeB-
Ha — K.M.H., Bpa4 akyLLep-rmHeKorsor, C.H.C.,
lutcia@list.ru; CYXOMSACOBA AwTtanuHa
JlyknyHa — k.M.H., 3aB. MK, 3aB. nab., .
BHewTart. reHeTuk M3 PC(A), MABIIOBA Ta-
TbsiHa FOpbeBHa — K.M.H., H.C., M. aKyLLep-ru-
Hekonor M3 PC (A), MABITOBA KiroHHa KoH-
CTaHTUHOBHA — K.M.H., Bpay-nabopaHT, C.H.C.,
TANbIEB EBreHui BukropoBu4 — Bpay-na-
6opaHT, M.H.c., METPOBA AntanuHa Anek-
caHAapoBHa — Bpay-nabopaHt, MAKCUMOBA
MapuHa BacunbeBHa — Bpay-LMTOrEHETUK,
NMABJIOBA Tysipa [lopocheeBHa — Bpay uu-
ToreHetuk, AJIEKCEEBA AHucba Bacunb-
eBHa — Bpay LUTOreHeTHK.

HUA. C HacnefacTBEHHbIMU AedekTamu,

MMELWMMN, KaK MnpaBumio, TsXkernoe
TeyeHue, MNosIBNATCA Ha cBeT A0 2,5%
HOBOPOXOEHHbIX.

OpHol 13 cambix pacnpoCcTpaHeHHbIX
(OpM BPOXAEHHOW W HacneacTBEHHOM
naTtonornv  SBMSOTCA  XPOMOCOMHbIE
aHoMarnuu, YacTtoTa KOTOpbIX cpeau Ho-
BOpPOXAEHHbIX gocturaeT 7-8:1000. py-
Oble XpOMOCOMHbIE AeheKTbl, MetoLLme
abcontoTHO HebnaronpuATHLIA MPOrHO3
OIS KU3HWU 1 300POBbS, PETNCTPUPYHOTCS
B 2-3 crniyyasix Ha 1000 HOBOPOXOEHHbIX.
o 70-80% XpoMOCOMHbIX AedeKToB
BO3HMKAET B MOMOAbIX U HUYEM HE OTS-
FOLLEHHBbIX CeMbsIX B pe3yrbraTte HOBbIX
MyTauuin. OTO MCKIOYaeT BO3MOXHOCTb
npoBegeHnsa 3deKTMBHOM npodumnak-
TUKM XPOMOCOMHbIX 3aboneBaHuii n Tpe-
OyeT ycoBepLUEHCTBOBaHMSA MOAXOAOB K
X paHHeW npeHaTanbHOW AMAarHOCTUKE.
Cpeon 6epemeHHbIx cTapwero (35 wn
bonee neT) Bo3pacTa, a Takke B rpynne
reHEeTUYECKOro pucka (OTArOLLEHHBIA ce-
MEWHbIN, aKkyLlepCKMin U coMaTU4eCcKuin
aHamHes), yacToTa BCTPeYaeMoCTU Xpo-
MOCOMHbIX @HOMarnui y nnoAoB Bbille
o0LenonynAUMOHHOM U MOXET [O0CTU-
rate 4-5% [2].

B cucteme meponpuaTtuii npeHartarb-
HOW OWarHoCTUKM OAHO W3 BaXXHEMLLMX
MECT MPUHALNEXNT WHBA3NBHbIM METO-
Jam nonyvyeHus nNrogHOro martepuana.
B GonblnHCTBE CcryyaeB WHBa3MBHasi
npeHaTanbHasi AMarHoCTMKa NPOBOANTCS
ONst UCKIIOYEHNS] XPOMOCOMHbIX Y MOHO-
reHHblx 6onesHen nnopa. Mpynnel ans
MHBA3WBHOW NpeHaTanbHOW AMarHOCTUKU
dopMupytoTCs Mo pesynsrataMm kombu-
HUPOBAHHOTO NPEeHAaTanbHOro CKPUHUHIA,
HanMumsa axorpacuyecknx MapKepoB Yy
nnofa, a Takke rno pesynsratam MeguKo-
reHeTU4YeCcKOoro KOHCYNLTUPOBaHUS.

O ekTMBHEIM  METOAOM  MpeHa-
TanbHOrO BbISIBMEHUST 3XOrpadouUieckmnx

MapKepoOB XPOMOCOMHbIX aHoOManum vy
nnoga SBNAeTCs ynsTpa3BykoBas Auva-
rHOCTUKa. BeposTHOCTb BbISIBNEHNSI aHO-
Manui XpOMOCOM Yy Nrofa 3HauuTenbHO
MOBLILLIAETCA MPU HaNUYUN HECKOIBbKMX
axorpadmyecknx mapkepoB. CoueTaHue
axorpadnyecknx MapkepoB XpPOMOCOM-
HbIX aHoMmanui ¢ Apyrumu daktopamu
pucka (0cobeHHO ¢ hakToOpoM BO3pacTa)
SBMNsieTcs abConoTHbBIM — MoKasaHuem K
[OpPOJOBOMY OMnpefeneHnio kapuortuna
nnoga B CBA3W C Haubornee BbICOKUM
PVUCKOM BbISIBIIEHNS XPOMOCOMHbIX aHO-
Marnumn.

MacwrtabHas opraHusauus npeHa-
TanbHOro ckpuHuHra B Pecnybrnvke Caxa
(AkyTuns) 6bina HayaTa B koHue 2011 1. B
pamMKax MpUOPUTETHOIO HaLUMOHanNbHOro
npoekta «3poposbe» «[llpeHaTanbHas
(oopofoBasi) guarHocTvka HapyLleHWi
pas3BuTus pebGeHka» HayaT MaccoBbIf
KOMOUHMPOBAHHbLIN CKPUHWHT BepemeH-
HbIX B cpokn 11-13 Hepgenb 6 gHen. Co-
rmacHo npukady M3 PC (A) Ne 01-8/4-
196a ot 01.03.2011 r. «O npoBegeHwun
npeHaTtanbHoM (4OPOAOBO) ANArHOCTUKN
HapyLUeHWI pa3BuTUsi pebeHka Ha Teppu-
Topuu Pecnybnukn Caxa (AxkyTus)», npe-
HaTanbHOMY CKPWUHWHIY noafiexar Bce
GepeMeHHbIe KEHLLUMHbI, MPOXMBaoLLMe
Ha TeppuTopun pecnybnukn, obpaTuB-
lmecss 3a MeguUMHCKMM HabnioaeHnem
B YYpeXOEeHUS 30paBOOXpaHEHUS.

Llenb uccnepoBaHusa — aHanu3 ag-
heKTMBHOCTU NpeHaTanbHOW AnarHocTu-
kn B Pecnybnuke Caxa () v BnusaHus
KOMOUHMPOBAHHOIO MNpeHaTanbHOro Ck-
PUHVHIA Ha BbISIBIIEHNE XPOMOCOMHbIX
aHoManun nnopa.

MaTtepuanbi 1 MeToAbl uccnepoBa-
HuA. MaTtepuanom Ans uccrnegoBaHus
cTanv pesynsraTtbl MHBa3VWBHOW AnarHoc-
Tvkn 3a 2005-2013 r. y 1484 BGepemeH-
HbIX 1 KOMOVMHUPOBAHHOIO CKPUHWHIA 3a
2012-2013 1. y 16397 6epeMeHHbIX € no-



. SAKYTCKNA MEOVLIMHCKA YKYPHAT

mMoLubto aHanmsatopa KRYPTOR u npo-
rpammHoro obecneyeHns «AcTpans».

Buoxumnuecknin aHanusaTop
KRYPTOR (BRAHMS, lepmaHus) Bbi-
nonHsieT onpegenexve yposHen PAPP-A
n cBoboaHom B-XM'Y B CbIBOPOTKE KPOBWU
H6epemeHHon. Bce onepauum nonHOCTbIO
aBTOMAaTV3VNPOBAaHbI. Cneuuanusmnpo-
BaHHOe nporpamMmmHoe obecneyeHne
«AcTpansay (akyLuepcKo-rMHekonornyec-
kas 6asa AaHHbIX) MO3BOMSET paccyu-
TaTb KOMOUHMPOBAHHbLIN PUCK aHOManun
pa3suTusi nnoga Tpucommn 21 (CMHAPOM
[ayna), Tpucomun 18 (cmHapom 3aBap-
aca), Tpucomumn 13 (cuHgpom [laray) c
y4yeTom BMOXMMMYECKMX MnokasaTenen,
onpefensieMbix B ABOVMHOM TecTe nep-
BOrO TpUMecCTpa, M pesynsratoB Y3WU,
caenaHHoro B cpoku 11-13,6 Hegenb Ge-
peMEeHHOCTW.

Pesynbratbl M o6cyxpaeHue. Ko-
NMYECTBO WHBA3MBHbIX WCCNEAOBaHUN
B Pecnybnuke Caxa (Skytusi) Bospac-
TaeT C KaxabIM rogoM B CBSI3W C MOBbI-
LEeHVeM paHHero oxsata GepemMeHHbIX
npeHaTanbHON AuarHoctukon (tabn.1),
C BHeApeHneM KOMOWHMPOBAHHOIO npe-
HaTanbHOIO CKPWHWHra, Mpu KOTOpPOM B
rpynny BbICOKOrO pucka BXoasaT OGepe-
MEHHbIE C U3MEHEHNEM BGUOXMMUYECKUX
rnokasatenen MaTepUHCKON CbIBOPOTKY
6e3 ynbTpasByKOBbIX MapKepoB, yBEmnu-
YeHMeM KonuyecTBa BO3pacTHbIX Gepe-
MEHHbIX.

OCHOBHbIMW MOKa3aHUSIMU  ONs UH-
Ba3VBHOW MNpeHaTanbHON [UarHoCTUKY
B NnocrnefHve rogpl ABNSETCS codeTaHne
OMOXMMUYECKMX U YNBTPa3BYKOBbLIX Map-
KepoB (Tabn. 2).

O PEKTUBHOCTL MHBaA3MBHOW Aua-

FHOCTUKN B BbISIBMIEHUN XPOMOCOMHbIX
aHomanui nnoga (1abn.3) Bo BCe roabl
ee MpoBedeHUs npeBblllana HUXKHIo
rpaHuuy nokasatenst (5%) sakoHomu4ec-
KO 9(pPEKTUBHOCTU MHBA3MBHOW LTO-
reHEeTMYEeCKONn AnarHOCTUKW, Hanbonb-
wme nokasatenu oTtmedanucs B 2009
(13%) n 2013 rr. (15,9%). OcnoxHeHus
VMHBA3NBHOW AMArHOCTMKN He MpeBbilla-
nm 1-2% ¢ Ha4yana nx NpoBeAeHus.

C 2005 no 2013 r. B MI'K gmnarHocTtu-
poBaHbl XPOMOCOMHbIe aHomanuu y 151
nnoga, a ¢ 1999 r., ¢ MOMeHTa opraHu-
3aUMn  UHBA3MBHOW LINTOrEHETUYEeCKon
anarHoctukun B PC (A), —y 182.

YOenbHbI BEC 4aCTOW FeHETUYECKON
naronoruv — cuHgpoma [layHa, B CTpyk-
Type natofniorum B npeHartarnbHOM nepuo-
Aae coctaBun B 2013 1. 71 % — 21 cnyyan
(82012 -44% (11), 82011 - 47 (8), 2010

Tabnuua 1

IIpenaransubie uHBa3uBHbIE UcciaenoBanus B MI'K 3a 2005-2013 rr., ade. uncio (%)

2005 2006 2007 2008 2009 2010 2011 2012 2013
KoimyectBo GepeMeHHBIX, KOTOPBIM 49 118 11 123 141 180 257 235 270
MpOBEJICHA MHBA3UBHAS JUATrHOCTHKA
L. SIKyTCK 24 (49) | 48 (41) | 56 (51) | 64 (52) | 80 (57) | 83 (46) | 145 (56)|111 (47,2)| 125 (46,3)
Pations! (yycsr) 25(51) | 70 (59) | 55(49) | 59 (48) | 61 (43) | 97 (54) [ 112 (43)|124 (52,8)| 145 (53,7)
Bospact 0 35 ner 35(71) | 81 (69) | 82(74) | 78 (63) | 106 (75)| 131 (73)|178 (69)| 147 (65) | 163 (60)
Bospacr crapie 35 ner 14 (29) | 37 (31) | 31 (26) | 45(37) | 35(25) | 24 (13) | 79(31) | 79 (35) 111 (41)
- U3 Hux crapme 39 ner 11(79) | 28 (76) | 19 (61) | 28 (62) | 16 (46) | 25 (14) | 53 (21) | 43 (54) 64 (57)
KonanyecTBO MHBA3HMBHBIX MCCIACAOBAHUMA 49 118 111 144 155 184 257 236 274

IMoka3zanus 1151 MHBA3UBHOM HUTOreHeTHYecKoi Auarnoctuku B PC (5I), a6e. uncao (%)

Tabnuua 2

2009 2010 2011 2012 2013
[loxasanus:
Couerannsle (Y3U, Bo3pact) 30 (21) 27 (15) 48 (20) 18 (8) 16 (6)
BuoxumMuueckue Mapkepsl u Y31 5(4) 4(2,2) 2 (0,8) 63 (29) 53 (20)
V3-mapkepsl 55 (40) 102 (57) 101 (42) 48 (22) 45 (17)
Bospact crapme 35 ner 54) 31(17) 24 (10) 12 (6) 9(3,3)
HocwurenscTBo cOalaHCHPOBAHHBIX NIEPECTPOCK 312 503) 3(1,2) 2(0,9) 4 (1,5)
BroxuMuveckne MapKkepbl 2 (1,5) 6(3,4) 8 (3,3) 14 (6,4) 83 (31)
BITP 30 (22) 13(7) 46 (19) 46 (21) 40 (15)
Ipoune 7(5) 7(4) 7(2,9) 14 (6) 16 (6)
Bols16/1eHO NAMOL02UN NO NOKAZAHUSIM.
Y3-mapkepbl 8(9) 9 10 (59) 2 (10) 11(30)
Bo3spacrt crapiie 355eT 1 OHOXMMUYECKUE MApKEPBI 0 0 0 0 4(11)
Couerannsle (Y3, Bo3pacr) 8 (27) 1 5(29) 1(5) 6 (16)
Broxummaeckue u Y3-mapkeps! (y jKeHIHH <35 jeT) 1(20) 0 2 (11,8) 9 (45) 5(14)
HocutenscTBo cOalaHCUPOBAHHBIX TIEPECTPOCK 1(33) 1 1(5,8) 1(5) 2 (5)
buoxumuueckue n Y3-mapkeps! (y *KeHIIUH > 35 net) — — — 8 (40) 9 (24)

¢ ¢deKTHBHOCTS HHBA3UBHOI JTHATHOCTHKHU B BbISIBJICHUH XPOMOCOMHBIX aHOMAJIUI 11043, ad¢. uncio (%)

BbrLsiBiIeHO aTon0ruy y miaoza 2005 2006 2007 2008 2009 2010 2011 2012 2013
Bcero 6(12) [ 12(10) | 9(8) 14 (11) | 18(13) | 10(5,5) [ 17(6,6) | 22(9,7) | 43(15,9)
I. SIKyTCK 3(50) 5(042) | 3(33) | 8(57) | 11(61) | 9(90) | 11(65) | 13(59,1) | 31 (60,8)
PaiioHsbl (ymychl) 3(50) 7(58) | 6(67) | 6(43) | 739 1(10) | 6(35) | 9(40,9 | 20(39,2)
Y GepeMeHHBIX 10 35 et 5(83) | 10(83) | 6(67) 9(64) | 11(61) | 9(90) | 10(59) | 11(50) | 24(47,1)
VY GepeMeHHbIX cTapuie 35 et 1(17) 2(17) 3(33) 536) | 739 1(10) | 74D 11 (50) | 27(52,9)




- 10, B 2009 - 61, 2008 — 40%). OTme-
YaeTcs BbICOKMIA YPOBEHb ANArHOCTUKN C.
SaBapaca.

SdpdbekTnBHOCTE NpodmnakTmkm BrP
B 2013 r. 3HaYUTENBHO NOBLICMMAACHL NpPKU
BbISIBMIEHUM XPOMOCOMHOM naTonoruu
(79,6%), B ToM uncne cuHgpoma JayHa,
YMEPEHHO MpPU KOCTHO-MbILLEYHONW MaTo-
norun, MBIP, BINC. Ha paHHom aTane
CHU3WIOCb npepbiBaHWe OepeMeHHOocC-
TV MO BPOXOEHHLIM MOPOKaM Pa3BUTUS
nnoga, nNpu KOTOPbIX YCMELWHO MpOBO-
ONTCS1 XMpypruyeckas Koppekuus nnoga
B ycnosusx lNepuHaTtansHoro LeHTpa Pb
Ne1-HLM.

B Tabn. 4 npeactaBrneHbl OCHOBHblE
nokasartenu npeHaTanbHOW AMarHOCTUKU
B PC () 3a nocnegHue 5 net (2009-2013
rr.). B pecnybnuke nHBa3vBHblE MeTOAbI
npeHaTanbHON [NarHOCTUKM MPUMEHS-
toTcsa ¢ 1999 r.,, 3a nocnegHue 5 net npo-
Be[leHa OMAarHOCTMKa MHBa3UBHbIMU Me-
Togamu 1121 6epemeHHoN.

B nabopatopun npeHaTanbHOW Oua-
rHocTukn MIK 3a 2012-2013 rr. no npo-
rpaMme KOMOUHMPOBAHHOIO CKPUHMHra
obcnenosaHo 16397 6epemeHHbIx (6726
B 2012 . 1 9671 B 2013 .). /3 Hux 8582
XeHLWmHbI (52,3%) HanpaBneHbl U3 pano-
HoB 1 7815 (47,6%) — n3 . AkyTcka. 2985
(18,2%) GepemMeHHbIX B BO3pacTe cTap-
we 35 net n 582 (3,5%) — crapwe 39
nert. B rpynny BbicoKoro pucka (3HaveHve
pucka 1 Ha 100 vnu GonbLue) Bownu 411
(2,5%) 6epemeHHbIX (MpU Ka4eCTBEHHOM
nokasarene ckpuHuHra — 1,3-2%). U3
HUx 257 (51,3%) XeHWwMH B BO3pacTe
ctapwe 35 ner.

B ayauTe yyactBoBano 668 (4%) Ge-
pPEMEHHbIX C YBENMYEHNEM BOPOTHUKOBO-
ro npoctpaHcTea 6onbLue 95 npoueHTUNM
(Npy 9dPPEKTUBHOM CKPUHUHIE [OMKHO
ObITb 2-5% namepeHuii TBIM Gonblwe 95
npoueHTnnm n 45-50 % nameperun TBI1
fonblue MmeanaHbl).

N3meHeHns Buoxmmmuyeckux mnoka-
3aTenen MaTepuUHCKOW CbIBOPOTKM OT-
mMevanucb y 1131 (6,9%) GepemeHHow
(Tabn.5).

O DEKTUBHOCTL CKPUHUHIA onpeae-
NSIETCA €ero YyBCTBMTENBHOCTbIO (YpOB-
HEM BbISIBMIEHWS) U CNELUdPUYHOCTbIO
(YPOBHEM  NOXHO-NMOMOXUTENBHBIX U
NOXHO-OTpULaTenbHbIX pe3ynsraTos). B
CBSI3K C TeM, 4TO oT ypoBHS JIMP 3aBucut
KOMMYECTBO HEOOXOAMMbIX WMHBA3UBHbIX
npouenyp, 9TOT MokasaTeflb HE MeHee
BaXXEH, YEM BbISIBNAEMOCTb B OLEHKE
3(PPEKTUBHOCTN CKPUHUHTA.

VHBasuBHass gmarHoctmka B MIK B
pamkax KOMOVMHUPOBAHHOIO CKPUHWHIA 3a
aBa roga nposefeHa 200 6epeMeHHbIM
(Tabn.6). Hapo oTmeTnTb, UTO C BHEape-
HMEM KOMOWHMPOBAHHOIO MpeHaTanbHo-
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OcHOBHBbIE MOKa3aTeJ I NpeHaTaabHoil auarnoctuku B MI'K ¢ 2009 mo 2013 .

[Toxa3arenn 2009 [ 2010|2011 {2012 | 2013 Bcero

MHBa3uBHBIX NPOLEYP BCErO, U3 HUX: 164 | 184 | 258 | 241 | 274 1121

— aMHHOIICHTE3 2 3 5 5 2 17 (1,5%)

— XOopruoHOHonCcus 42 38 89 99 | 121 |389 (34,7%)

— IUIALIEHTOOMOIICUS 101 | 114 | 104 | 88 120 (527 (47,1%)

— KOpIOIIEHTE3 19 | 29 | 60 | 48 | 31 |187(16,7%)
HccnenoBanue IIOAHOTO MaTepraa 174 | 187 | 258 | 240 | 290 1149

B T.4. muTOreHeTHYECKOE 155 | 168 | 234 | 226 | 274 1057

B T.4. MOJIEKYISIpHO-TCHETHUECKUOE 19 19 | 25 | 27 16 106
BbIsIBJICHO OTKIIOHEHHIH 23 13 23 29 47 135

B T.4. XpoMOCOMHBIX abeppanuit 18 10 17 | 22 | 43 110

B T.4. ¢ MOHOTEHHOI TIATOIOTHEH 5 3 6 7 4 25
HanpasneHo Ha npepbiBaHue 101 | 109 | 100 | 101 | 97 508

— C XpOMOCOMHOH NaTOJI0rHei 18 10 17 | 22 | 43 110

— MOHOTEHHBIM 3a00JIEBaHUEM 4 3 6 7 4 24

— TI0 HEXKU3HECTIOCOOHBIM/ 66 45 64 67 50 292

TpyaHOKOppurupyembsim BITP

Buoxumuyeckune Mmapkepbl y 6epeMeHHbIX, 00c1enoBannbix B MI'K B 2012-2013 rr.

IToxa3arens 5-s1 %o | Memuana | 95-s %o
CBobomHas 6era-cyobemuamiia XI' (MoM) | 0,288 0,839 2,362 |3,6% BoImie 95-if %o
PAPP-A (MoM) 0,381 1,075 2,916 | 7,2% uuxe 5-i %o

IIpenaTagbHasi AMATHOCTHKA M0 KOMOMHHPOBAHHOMY CKPUHHUHTY
B PC (1) 32 2012-2013 rr.

2012 2013 Bcero
O06ce10BaHO OepeMEHHBIX 6726 9671 16397
BBISIBIICHO ¢ BBICOKHM PHCKOM 156 198 354
IIpoBeneHO MHBa3UBHBIX MPOLETYP 77 123 200
BbLsiBIIeHO XpOMOCOMHOM IATOIOTUU, BCETO 17 31 48
N3 Hux
— Cunagpowm Jlayna 8 13 21
— Cungpom DBapzaca 6 6 12
— Cunnpom Ilaray 1 1 2
— Cunapom llepemesckoro-Tepuepa 2 1 3
— JIpyrue XpoMOCOMHEIC AHOMAJIUH — 10 10
BbIsgBIsIEMOCTH XPOMOCOMHBIX aHOMAIUH, % 22,0 25,2 24,0

ro CKpVHWHra YBENUYUIIOCh KONUYECTBO
MHBa3uBHbIX npouenyp B | TpumecTtpe
6epemMeHHOCTU (COOTBETCTBEHHO XOpu-
OHBMONCKI), YMEHbLUNIOCH KONMUYeCTBO
KopaoueHTe3a. Becero BbisiBneHo 48 cry-
YyaeB (24%) XpOMOCOMHOW nartonoruu, B
ToM yucne cuHapom [ayHa — 21, cuHA-
pom 3gBapaca — 12, cuHgpom lNartay — 2,
cuHapoMm LlepelueBckoro-TepHepa — 3,
Apyrme XpoMocoMmHble aHomanumn — 10.
M3 HuX y xeHwuH B BospacTe 35 ner
N cTaplle BbisBreHo 22 (46%) cnydas
XPOMOCOMHOW naTtofioru, B TOM 4ucne
cvHgpoma [ayHa — 11 (50%). Mpu BbI-
SIBMEHHbIX XPOMOCOMHbIX aHoManusax y
32 (67%) 6epemMeHHbIX OTMe4anochk yBe-
NYeHne BOPOTHUKOBOTO MNPOCTPaHCTBA
oonbwe 95- NPOUEHTUNU, U3MEHEHME
BuoxMMmMYecknx nokasatenen MaTepuiH-

cKon cbiBopoTku — y 20 (42%) Bepemen-
HbIX.

BbisiBNsieMoCcTb XpPOMOCOMHOWM naTo-
norum no PC (A) n3 umicna npolueawmnx
OMarHOCTUKY WHBa3MBHbIMW  MEeToAaMM
cocTaBuna Mo KOMOWHMPOBAHHOMY CK-
PUHUHTY 24% (3 eKTUBHOCTL AOIMKHa
ObiTb He MeHee 15%). JloxHooTpuua-
TernbHble pesynbraTtbl BbiSBEHbl Yy 8
(0,05%) 6epemeHHbIX, 13 HUX Y 4 npoBe-
[AeHO MpeHaTanbHoe KapuoTunNnpoBaHune
BO Il TpumecTpe GepemeHHOCTM MO NOBO-
ny Bo3pacTa, BIP n 3rMXA, BbisiBneHbl
XPOMOCOMHbIE @aHOManuu (2 — CMHAPOM
[ayHa, 1 — cuHgpom 3aBapaca, 1 — map-
KepHasi xpomocoma).

KayectBo npoBegeHus KomMOGUHMpPO-
BaHHOIO CKPVHWHIa 3aBWCUT OT cneuu-
UYHOCTN Hawen pecnyonukn: Oonb-
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Wwne nNpobnembl y apKTUYEeCKUX YrycoB
CBfI3aHbl C OTAANIEHHOCTBIO OT CTOMMULbI
pecnybnukn 1 HaceneHHbIX MyHKTOB OT
PanioHHbIX LIEHTPOB, CO CIOXHOW TpaHc-
NMOPTHOM CXEMOW, HEAOCTAaTOYHON Kaapo-
BOV Gasoi.

[aHHble, nonyyeHHble B pesynbTa-
Te KOMOWHMPOBAHHOIO MpeHaTanbHOro
CKPUHWHra, 0060CHOBLIBAOT HEOOX0-
OVMOCTb He TOSbKO HakonneHust cobc-
TBEHHbIX Pe3ynsTaToB AN onpeaeneHns
HOPMarnbHOro YPOBHSI MapkepoB B KPOBU
H6epemeHHbIX obcnenyemor nonynsaumu,
HO 1 koppekTupoBkn MoM ¢ yyetom pe-
rMOHanbHbIX OCOOEHHOCTEW, TaK Kak B
nporpaMmmHOM obecneveHnn «AcTpansa»
yUMTbIBAETCA STHMYECKas MpuHaanex-
HOCTb 6EpeMEHHOI, OT KOTOPOW 3aBUCUT
KOHEYHbIA pacyeT pucka. IATo genaet
HeoOXoQUMbIM COCTaBIIEHME B KaXJou
nabopatopun Tabnuubl U3MEpPEeHUn Mno-
Kasatenen Ha onpefeneHHon Hegene
6epemeHHOCTM Anst pacyeta cobCTBEH-
HbIX 3HAYEeHUN MeanaHbl. PernoHanbHble
3Ha4YeHUss MefuaHbl LOMKHbI  CIYXUTb
OCHOBOW AnNsi pacyeTa MHOVBUAYaNbHOro
pucka poxaeHus pebeHka ¢ XpOMOCOM-
HOW naTtosiornen.

OO6y4eHre 1 BHeLIHUI ayauT no npo-
rpamme FMF nossonseT yHuduumnposatb
meTtoponorutio Y3/ 1 gaet BO3MOXHOCTb
cyMTaTb  [OOCTOBEPHbLIMU  pesynbraThbl
deTomMeTpun, BbINOMHAEMOW AaHHLIMU
crneynanuctamu. 370 B KOHEYHOM uTOre
onpegensieT TO4HOCTb pacyeTa UHAMBK-
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AyanbHOro pycka BPOXAEHHbIX HapyLue-
HWI pa3BuTUS y pebeHka.

3akntoyeHme. AKTyanbHOM 3agayem
ABNAOTCA AanbHellee usyvyeHue npo-
FHOCTUYECKOrO 3Ha4YEeHNS OLLEHKN TONMLLM-
Hbl BOPOTHWKOBOIO NPOCTPaHCTBa nioga
Kak mpeHaTanbHOro axorpaduyeckoro
MapKkepa BPOXAEHHbIX W HacneacTBeH-
HbIX 3abonesBaHui 1 paspaboTka anro-
puTMa  KOMMMeKcHoro obcnenoBaHus
NMoA0B C PACLUMPEHHBIM BOPOTHUKOBbLIM
NPOCTPaHCTBOM B pasnuyHble cpoku be-
pemeHHocTW. Heobxognmo pelueHune
BOMPOCa O BHeApPEeHUW B TPYAHOAOCTYN-
HbIX panoHax pecrnybnuku Monekynsp-
HOTO MpeHaTanbHOro CKPUHWHra Ans
OMarHoCTUKN aHeynnonani no 5 xpomo-
comam (X, VY, 21,13,18) metogom IMLP.

C uenbto ynyyweHnsa addeKTMBHOC-
TW NpeHaTanbHOW ANAarHOCTUKW crieayeT
BblpaboTaTb pervoHarnbHble (ETOMET-
pviHble MnokasaTenu Ans LeneHanpas-
neHHoro opMMpPOBaHNA rpynmnbl pUcka
ONst WHBA3MBHOW  LIUTOrEHETMYECKON
AVarHoCTUKN, BHeOPUTb HOBblE MOSEKy-
NSAPHO-TEHETMYECKNe METOAbl aHanuaa
KapvoTuna nnoga Ans peLlleHns Bonpoca
0 NPOrHo3e Ans Nnoga, TakTKe BeAeHNs
6epemeHHoCTW. Hagnexut ynyywmnTb
KavyecTBeHHble MokasaTeny KoMOGUHUpO-
BaHHOMO NpeHaTarnbHOro CKPUHWHIA B Lie-
1OM, YTO BKIKOYaET: a) OXBaT HaceneHus
CKPUHMHIOM He meHee 80%; 0) noBbille-
HVe napameTpoB KayecTBa W3MepeHWi
yNbTPa3ByKOBbIX MoOKa3aTenen, Ans vero

Heobxoaumo nocTtosiHHoe obyyeHune Bpa-
Yyel npeHaTanbHOM ONarHOCTUKN, MaKCh-
MarnbHas cepTudurkaums spaden no FMF
(MexxgyHapoaHble cepTudmkathl no Y3[)
Ansi 6ornee TOMHOrO NpPOBEAEHUsI NPeHa-
TanbHOr0 CKPUHWHIa MO MeXOyHapoa-
HbIM CTaHgapTaM AMArHOCTUKWU, NPOAOI-
XaTb ocHaweHue JIMY B . AkyTcke n B
pPafoHHbIX LIEHTpax ynycoB pecnybnuku
yNbTPa3BYKOBbLIMW arnnapaTtamy BblICOKO-
ro U 3KCMepTHOro Kracca; B) pa3pabor-
Ky permoHarnbHblX 3HaYeHW MeamaHbl
OMOXMMUYECKNX MapKepoB Ans TOYHOro
pacyeTa MHOUBMAYANbHOIO pPUCKa BPOX-
[OEHHbIX HapyLLeHWn y pebeHka.
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A.J1. Cyxomscosa

HEOHATAJIbHbIA CKPUHUHI HA MYKO-
BUCLUMOO3 B PECMNYBJIUKE CAXA AKYTUA

HeoHaTtanbHbIA CKPUHUHT Ha MYKOBMCLMAO3 NpeanonaraeT paHHIo NpecMMnToOMaTUYeCKyo ANarHoCTMKY 3aboneBaHns Y HOBOPOXAEHHbIX.
Llenbto nccnegoanus 6bino onpeneneHne 3EKTUBHOCTM HEOHATaNbHOIO CKPUHMHIA Ha MykoBucLnao3 B Pecnybnuke Caxa (Akytus). B pabo-
Te NpeacTaBrieHbl pesynbTaTbl HEOHATaNbHOMO CKPUHWHIA, NOTOBOW NPOOLI M MONEKYNAPHO-reHeTU4eckoro nccnefobanns obpasuos [HK Hoso-
POXAEHHBIX C rMnepTpuncnuHoreHeMren (ypoBeHb UIMMYHOPEaKTUBHOMO TPUNCUHa Npu nepBom TectupoBaHum — VIPT > 70 Hr/mMn) 1 nauneHToB C

Hanbonee yactbiMu MyTaumsamu resa CFTR.

KniouyeBble cnoBa: MykoBUCLIMA03, HEOHaTalbHbIA CKPUHUHT, NoToBasi npoba, reH CFTR, AHK-anarHocTuka.
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Neonatal screening for cystic fibrosis involves early presymptomatic diagnosis of the disease
in newborns. The aim of the study was to determine the effectiveness of neonatal screening for
cystic fibrosis in the Republic Sakha (Yakutia). The results of neonatal screening, sweat samples
and molecular genetic testing of DNA samples from the newborns with hypertrypsinogenemia
(level of immunoreactive trypsin in the first test — IRT>70 ng/ml) and patients with the most

common gene mutation CFTR.

Keywords: cystic fibrosis, newborn screening, sweat test, gene CFTR, DNA-diagnostics.

BeepeHune. MykoBucumagos (Cystic
Fibrosis) — Hanbonee vactas Hacnegc-
TBEHHas1 NonvopraHHasi natoriorusi, xa-
paKkTEPU3YIOLLAACS BbIPAXKEHHON reHeTu-
YeCKOW reTepOreHHOCTbIO U KITMHUYECKUM

nonMmMopgn3Mom. ATO MOHOreHHoe 3a-
6onesaHne, 0BycrnoBneHHoe MyTauven
reHa MBTP (CFTR) (MykoBMCLMOO3HOIO
TpaHCMeMbpaHHOro perynstopa npoBo-
ONMOCTN), XxapakTepuayollieecs mnopa-



