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PEANTU3ALNA MPUOPUTETHOIO HALUMOHAJIBHOIO
NMPOEKTA «3[1J0POBbE»: MACCOBOE OBCJIENOBAHUE
HOBOPOXAOEHHbLIX HA HACNEACTBEHHbBIE BOJIE3HU
OBMEHA B PECIYBJIUKE CAXA (AKYTUA)

B craTbe npencTtaBneHbl MeponpuUATHs MO OpraHM3aLmm MaccoBOro 06CrnenoBaHNs HOBOPOXAEHHbLIX HA HacneaCcTBeHHble BonesHn obmeHa
B Pecny6nuke Caxa (SIkyTusi), nepBble peaynbTaThbl CKPUHMHE MO PaCLUVPEHHON NporpamMMe B pamkax NpropuTETHOTO HaLMOHAMBHOTO NpoekTa

«300poBbLEY.

KnroueBble cnoBa: CKPUHWHI, HOBOPOXAEHHble, HacneacTBeHHble 6onesHu

In article actions on the organization of mass inspection of newborns on hereditary illnesses of exchange in Republic Sakha (Yakutia), the first
results of screening under the expanded programme within the limits of the priority national project “Health” are presented.
Keywords: screening, the newborns, hereditary ilinesses.

MpoBeneHne maccoBoro obcnenosa-
HUS  HOBOPOXAEHHbIX (HEOHaTarnbHbIV
CKPUHWHT) Ha HacneacTBeHHble OonesHu
obMmeHa sBnsieTcst o4HOW U3 3ajay Meau-
KO-TEHETUYECKOM MOMOLLM HaCEMNEHUIO.
CKkpuHMHT npegnonaraer 6e30TbopHoe
obcnegoBaHue, ABYX3TanHOCTb  Aua-
FHOCTUKN 1N UMEET NpOdUIaKTU4ECKYHo
HanpaeneHHocTb. OcHOBHasi Lenb npo-
rpamMmM MacCOBOIO CKPWHMHIa HOBOPOX-
OEHHbIX Ha HacneacTBeHHble GonesHu
— 9TO paHHee BbisIBNeHne 3aboneBaHus
Ha [OKNMMHWYECKOW CTaguum U OopraHu-
3aumsa nedvenus. lNporpamma BKnoYaeT
cnegyowme atanbl: B3dTue buonormyec-
KOro maTtepuana y BCEX HOBOPOXAEHHbIX
1 goctaeka B nabopatopwuio; nabopatop-
Hasi AMarHocTrKa, YTOYHsLWas AMarHoc-
TMKa BCEX Cry4aeB C MOMOXUTENbHbIMM
pesynsTratamu; nevYeHne n gucnaHcepu-
3aumsa 60MnbHbIX, KOHTPOIb 3a NEeYeHNEM;
MEeOUKO-TEHETMYECKOE  KOHCYIbTMPOBa-
HMe cembl.

Mpn BbIGOpe 3abornesBaHun AN He-
OHaTanbHOrO CKPUHMHIa B COOTBETCTBUU
¢ pekoMmeHgauuamu BOS3 yuutbiBatoTCA
Takve pakTopbl, Kak TshkecTb 3abone-
BaHWIA, 4YacToTa WX pacnpoCTpaHeHus,
npocToTa W [AOCTOBEPHOCTb METOAO0B
OVarHOCTUKN, HanuMyvMe [OCTYMHbIX U
ahheKTMBHBIX cpeacTB neveHms. Ckpu-

CYXOMACOBA AntanuHa JlykmyHa — K.M.H.,
3aB. MK PB Ne1 — HUM, rn. BHewTaTHbIN re-
HeTuk M3 PC (A), e-mail: AitalinaS@yandex.
ru; MABJIOBA KioHHa KOHCTaHTMHOBHa -
Bpay-nabopaHT MK PB Ne1-HLUM; HOFOBU-
LIbIHA AHHa HukonaeBHa — K.M.H. Bpay-re-
HeTuk MI'K PB Ne1-HLM, 3aB. na6. AHL, KMI
CO PAMH; NETPOBA AnTtanuHa AnekcaHg-
poBHa — Bpay-nabopaHT MK PB Ne1 — HLM;
TAMbIEB EBrenun BukropoBu4 — M.H.C.
AHLL KM CO PAMH; OPAHAEBA Tanu-
Ha MaBpunbeBHa — K.M.H., M. neauatp M3
PC(A); BEPBULKKASA NMiogmuna UnbscoBHa
— K.M.H., 3aM. MUHUCTpPa 34paBOOXPaHeHUsi
PC(£1) no oxpaHe maTepvHCTBa 1 AETCTBA.

HWHI Npeanonaraet obcnegoBaHne BCEX
HOBOPOXAEHHbIX [AeTe Ha Hanuine
BPOXAEHHbIX 3aboneBaHuin, BegyLmx K
MMaAeH4YeCKON CMEPTHOCTU UIN NHBANW-
An3aumm, Yero MoXHo n3bexarb, ecnu ¢
nepBbIX HeAEmNb XXMU3HU HayaTb fiedeHune.
CBOeBpeMEHHOE JleveHne ¢ nepuoaa
HOBOPOXOEHHOCTU MO3BONSET Mpeao-
TBPaTUTb TSDKEMblE MPOSIBNIEHUS TaKUx
6onesHen, kak yMCTBEHHasi OTCTanocCTb,
cnenoTa, OTCTaBaHWe B (pU3NYECKOM
pasBuTUM U Op.

CKPWHWHT HOBOPOXAEHHbIX Ha reHe-
Tuyeckme 3aboneBaHWsi CyLLeCTBYyeT C
1962 r., korga BrnepBble B wTate Mac-
cauycetc (CLUA) ctann npoBogutb Tec-
TUPOBaHWE HOBOPOXAEHHbIX Ha heHurn-
keToHyputo (PKY). B koHue 1960-x rr. no-
AobHoe TecTUpoBaHME HOBOPOXAEHHbLIX
Ha ®KY Obino pacnpocTpaHeHO MoYTU
Ha Bce wTatbl CLLUA 1 HekoTopble cTpa-
Hbl EBponbl. B pamkax MHOrnx nporpamm
ObINO Ha4aToO TECTUPOBAHNE U Ha Apyrue
HacneacTBeHHble OonesHu — ranakrose-
MUS, romouncTuHypusa u ap. [1]. B ganb-
HeWleM HeoHaTarnbHbIN CKPUHUHT LUMPO-
KO pacnpocTpaHurics B Mupe.

B Poccun maccoBoe obcrepoBaHue
HOBOPOXOEHHbIX HAa PKY Hadato ¢ 1985 r.,
Ha BpOXAEeHHbIN rmunotupeos (Bl - ¢
1993 r. [3]. ObcnenoBaHne Ha AaHHble
3aboneBaHusa ocyulectengerca no de-
AepanbHon ueneson nporpamme «fetu
Poccunx». C 2006 r. B Poccuinckon dene-
pauMn HayaTta peanusauusi NpUoOpuUTET-
HOro HaumoHansHoro npoekta (MHIM) B
cdepe 3npaBooXpaHeHust, bbinu onpeae-
NeHbl ero OCHOBHbIE HAMpaBneHnsa n me-
ponpusTUS, Cpean KOTOPbIX pacLUMpeHne
obcnenoBaHNsA HOBOPOXAEHHbIX AETen
[OOMNOMHUTENBHO Ha afipeHOreHNTaNbHbIN
cuHgpom (AIC), mykosucumgos (MB) un
ranakto3emuio.

B Pecnyb6nuke Caxa (AkyTusi) HeoHa-
TarnbHbIN CKPUHUHT NpoBoauTed ¢ 1996 . Ha
2 HacneacTBeHHbIX 3aboneBaHus: de-
HUMKETOHYPUIO U BPOXOEHHBIA TUMOTU-
peos. B pamkax NMHI «3gopoBbe» € ceH-

TA6ps 2006 r. OOMONHUTENbHO BBEAEH
CKPVHUHI HOBOPOXAEHHbLIX Ha aapeHo-
reHUTanbHbIN CUHAPOM, MYKOBUCLMAO03 U
ranakTo3eMuio.

MaTtepuanbi u metoabl

Matepuanom gns nccnenoBaHus siB-
NSTCA OaHHbIE, NMOMyYEeHHbIE B pPe3yrib-
Tate obcnenoBaHusa Ha OKY - 145099 un
Bl — 134469 HOBOpPOXAEHHbIX 3a Nepuog
1996-2008 rr., 31117 HOBOPOXAEHHBIX Ha
AI'C, 31304 - Ha MB, 30605 - Ha ranakTo-
3emuto B 2006 - 2008 rr.

MccnepoBaHne nposoannoch B nado-
paTopun MeanKo-reHETUYECKON KOHCY b~
Taumm (MIrK) lMepuHataneHoro LUeHTpa
PB Ne1-HauuoHanbHoOro ueHTpa megu-
UWHBI U3 CyXMX MATEH KPOBWU Ha Creuu-
anbHOM (UNbLTpoBaNbHOM GnaHke, B3si-
TbIX Y JOHOLUEHHbLIX HOBOPOXAEHHbIX Ha
4-1 AeHb, Y HEOOHOLIEHHbIX — Ha 7-1 AeHb
nocne poxzaeHus. 3abop KpoBM oCyLLEeCT-
BMSIETCS1 BO BCEX POAOBCMOMOraTesibHbIX
yyupexaeHusix pecnyonuku (35 agMuHuc-
TPaTUBHbLIX TEPPUTOPUIA).

O6cnepoBaHue Ha AI'C BbinonHseTcs
¢ nomoupbto Habopos «DELFIA Neonatal
170-OH progesterone», Ha MyKoBUCLU-
no3 — «DELFIA Neonatal IRT», Ha ranak-
To3emmto — «Neonatal Total Galactose»
(«Wallac Oy», ®uHnanaus). Ha Bl u
AIC gmarHocTuka npoBOAUTCS METOAOM
UMMYHONOOPECLIEHUNN C BPEMEHHbBIM
paspelleHnemM  JIOMUHECLeHUMN, Ha
MB — metogom hnoOpPeCLEHTHOro UM-
MYHHOrO aHanusa C paspeLleHuemMm Mo
BPEMEHU, Ha ranakTo3eMuio — METOAOM
pNoOpeCcLeHTHOro N3ny4eHns okcuaassbl
ranaktosbl, Ha ®KY — c¢occopecueHT-
HbIM METOAOM C BPEMEHHbIM paspeLle-
Hnem «OABP». lMpouedypa namepeHui
CTPOro COOTBETCTBYET MHCTPYKLMM HAbO-
pa. ObopyaoBaHue Ansi CKpUYHUHTIA - na-
6opatopusi «DELFIA» (PuHnaHaus), B
OCHOBE KOTOPOW MHOFOMYHKLIMOHANBHbIN
aHanu3aTop «Victor-2», 6bin10 nonyyeHo
B utone 2006 r. no nporpamMme Hauumo-
HarnbHOro npoekTa «340pPOoBLEY.



. AKYTCKUM MEANLMHCKNAN YKYPHAT

MeponpusaTna no opraHusauuu
HeoHaTarlbHOro CKpMHWHra B pamkax
NPUOPUTETHOIO HaLMOHaNbHOro npo-
ekta «3pgopoBbe» B PC ()

O deKkTMBHOE BLINOMHEHNE BCEX 3Ta-
NMOB HEOHaTarbHOrO CKPMHUHIa BO3MOX-
HO TONMbKO MPU ANPEKTUBHOW NOAAEPKKE
opraHoB 3gpaBooxpaHeHuns [3]. MuHuc-
TEPCTBOM 30paBOOXPaHEHUS 1 coumanb-
Horo pa3BuTusa Poccuiickon ®egepaunn
6bin n3gaH npukas Ne185 ot 22 mapta
2006 r. «O maccoBom obcregoBaHun
HOBOPOXAEHHbIX [eTel Ha Hacnefc-
TBEHHble 3aboneBaHusi». C uenbio opra-
HU3aLMN CKPUHWMHIA, BHELPEHUs] HOBbIX
METOZOB, OpraHM3auMn AuarHocTu4ec-
KOM M ne4yebHOM NOMOLLM M3aaHbl: Npu-
ka3 MwuHucTepcTBa 3OpaBOOXPaHEHUS]
PC (A) ot 20 mapta 2006 r. 01-8/4-134a
«O xopge peanu3auumn MeponpusTuii pas-
Jerna HaumoHanbHOro npoekta «340po-
Bbe» MO 06CreoBaHN0 HOBOPOXKAEHHbIX
JeTell Ha HacrneacTBeHHble 3abonesa-
Husi», npuka3 PBNe1-HLUM ot 31 aBryc-
Ta 2006 r. Ne01-01-08/91 «O6 okasaHum
MEAMLMHCKOA MOMOLLM AETAM C MYKO-
BMCLMO030M, afpeHOreHUTanbHbIM CUH-
OPOMOM, ranakTo3eMuen, BPOXAEHHbLIM
rMNOTUPEO30M U (DEHUIKETOHYPUEN, Bbl-
SIBMEHHbIM MO HeoHaTarnbHOMY CKPVHWH-
ry». MNosBunacb BO3MOXHOCTb GbICTPOM
rocnvTanusauun geten Ans yTOYHEHUS
OvarHo3a u nedyeHus B crneumanuampo-
BaHHble cTaumoHapbl MNepuHaTanbHOro 1
Megnatpuyeckoro ueHTpos PBNe1-HLIM.
C uenblo COBEpLLEHCTBOBAHUSI CBOEBpPE-
MEHHOW [OWarHOCTUKM WU MOMHOLLEHHOTO
nevyeHVs peterl C HacneacTBEHHbIMU
3aboneBaHuaMn Gbinn paspaboTaHbl K
pasocnaHbl B JIMY pecnybnukn nHdgop-
MaLMOHHbIE NCbMa.

CornacHo npukady M3 n CP P® Ne342
ot 5 masa 2006 r. «<O6 obyyeHun cneum-
anuctos, obecneymBaloLLnUX MaccoBOE
obcrnefoBaHne HOBOPOXAEHHBIX AETEN
Ha HacneacTBeHHble 3aboneBaHus» B
2006 r. 4 cneumanucta (2 Bpadva-nabo-
paHTa, 1 Bpay-reHeTuK 1 1 SHOOKPUHOMOT)
NPOLLUNN TEMaTUYECKOE YCOBEPLUEHCTBO-
BaHVWe Ha kadeape MeauUMHCKON reHe-
Tmkn PMATO r.Mocksbl.

Bonpockl BHegpeHUsi HOBbIX METOA0B
CKpVHMHra, KadectBa 3abopa KpoBM W
CPOKOB [J0CTaBKM 06CyxaalTcsa Ha noc-
TOSHHHO AENCTBYHOLLMX CEMUHapax MUHUC-
TepcTBa Ansi pyKOBOAMUTENEN HeoHaTarnb-
HOW cny>x0bl, pykoBOAWTENEN NO AETCTBY
N POAOBCMOMOXEHMIO MyHULMMANbHbIX
OpraHoB ynpaBreHnst 34paBOOXpPaHEeHu-
eMm, LPB. lpoBogdATcs cosellaHust Ha
ypoBHe M3 PC (A) no opraHn3aumoHHbIM
BOMpOCaMm C y4acTWeM [MaBHbIX CreLu-
anucToB No neauaTpumn, HEOHaToNorum,
3HOOKpUHONorun, cotpyaHunkos MIrK.

[MpoBeaeHbl ceMuHapbl ANnst Bpaden-
HEeOHaTomnoroB, MeauaTpoB, CpeaHero

MEOMLMHCKOrO nepcoHana pecnybnu-
KaHcKoro ypoBHs. Ha 6ase pogunbHoro
otaenennst 1 MK NeprHaTanbHOro LeH-
Tpa PBNe1-HLIM Ha paboyem mecTe npo-
BeAeHO oby4eHune cpegHero MeauumMHc-
KOro mepcoHarna u3 panoHOB W rOpPOAOB
pecnybnuku, OCyLLIecTBASIOWNX 3abop
KPOBM Y HOBOPOXAEHHbIX.

C uenbio obyyeHus cneumanuctoB B
pamkax HauuoHanbHoro npoekta B 2007 r.
M3 PC(A) Ha 6a3e PBENe1-HLIM npose-
[EHO Bble3HOE TemaTU4ecKoe ycoBep-
weHcTBoBaHe «WM3bpaHHble BoMpochl
MEAMLMHCKOWN reHETUKN 1 HEOHaTarbHbIV
CKPUHMHIM»  CUBUPCKOro  MeAMLMHCKOro
yHuBepcuteta n HAMN megmumHckon re-
HeTukn CO PAMH r. Tomcka, Ha KOTOpoM
00y4eHbl C MonyyYyeHMeM yooCTOBEPEHUN
36 cneumanucToB pecnybnuvku, y4acTBy-
IOLLMX B HEOHATarIbHOM CKPUHWHTE.

B pamkax HauuoHanbHOro npoekTa
Bpayamu MIK npoBogutca akTuBHasi
OopraHu3aunMoHHO-MeToaudeckas  pabo-
Ta: UHPOPMALMOHHAS, BbICTYNIEHUS C
[oKnagaMuy Ha KoHepeHLUsIX, coBeLla-
HMAX, UMKIax yCOBEPLUEHCTBOBAHUSA U
cepTudmrkaumn.

Pe3ynbraTtbl HeOHaTanbHOro CKpu-
HuHra B PC ()

Mpwn Hayane ckpuHuHra B PC (A) Ha
(HEHUNKETOHYPUIO U BPOXAEHHBIA TMMO-
TMpeo3 B 1996 r. yuacTBOBanu Tonbko 15
ynycoB (parioHoB). B HacTosiLee Bpems
y4yacTBYyOT BCE aAMVHUCTPATUBHbIE TEP-
putopun pecnyonukn. OxBaT CKPUHWH-
rom ¢ 42% B nepBble rogbl ero BBeAeHUs
nosbicuncs Ao 99% (tabn.1).

PeHUNKeToOHypUs - HacneacTBEHHOe
3aboneBaHne, CBA3aHHOE C AeULMTOM
depmeHTa eHnnanaHuHrMapokcunassl,
siBNsieTca Hanbornee pacnpocTpaHeHHON
aMuHoaumgonatmen. Yactota ®KY cpe-
0N HOBOPOXXAEHHbIX B Pa3fnYHbIX CTpa-
Hax cocTaBngeT B cpegHem 1:10000 wm
3HAYMTENbHO BapbMpPYET B 3aBUCUMOCTU
oT nonynsaummn: ot 1:6000 B Vipnanguu no
1:100000 B AnoHwuu [1]. HacnegyeTca no
ayTOCOMHO-peLeccuBHoMy Tuny. B He-
NeYeHHbIX criyyasx y GonbHbIX pa3BuBa-
€TCA yMCTBEHHasi OTCTanocTb W Apyrue
HeBponornyeckme Hapywenus. C uenbto
aunarHoctukn OKY onpepensietca ypo-
BeHb (beHunanaHvHa B kpoBwu. [loporo-
BbIM 3Ha4YeHMEM cyMTaeTcst ypoBeHb DA
6onee 2,0 mr/an.

BpoxaeHHbin runotmpeos (BIN) sB-
NSETCA OOHUM M3 YacCTbIX BPOXAEHHbIX
3aboneBaHuin LMTOBUAOHOW Kenesbl Y
OeTen. XapakTepusyeTcsl CHWDKEHMEM
U OTCYTCTBUEM (DYHKLIMW LLIMTOBUAHOWM
enesbl, NPUBOAALLMM K 3a4epXKKe pas-
BUTUS BCEX OpraHoB u cuctem. Begyuive
KINMHUYEeCKMe NpU3HaKky HenedeHHoro B
— 3a/iepXXKa pocTa U NCUXUYECKoro pas-
BUTUS, BeayLLas K YMCTBEHHOW oTcTanoc-
M. B GonbwuHcTBe cnydvae (85-90%)
MMEET MECTO MEPBUYHbIA BPOXAEHHbIV
rmnotupeos. Cpeau criydyaeB NEPBUYHOTO
rmnoTupeosa okoro 85% siBnsercs cno-
paguyeckumn, 15% - HacnegcTBEHHbIMU
[4]. YacTtota BI' no Poccun coctaensaet
1:3700 — 1:4600 HoBOpOXAOEHHbIX [1].
PaHHAst guarHocTMka u 3aMecTuTenb-
Has Tepanus L-TUPOKCMHOM MO3BONSAOT
NMOMHOCTbLIO MpefynpeanTb OTCTaBaHue
pebeHka B HEPBHO-MCUXUYECKOM pa3Bu-
TMK. B KpOBU HOBOPOXAEHHOrO, B3ATOMN
Ha dunsTpoBanbHyl Oymary, onpene-
naeTca  cogepkaHue  TUPEOTPOMHOro
ropmoHa (TTT). MoporoBbiM 3HaYeHWeM
ansa BbigBneHus Bl cuuTaloT ypoBeHb
TTr>20 mEg/n, Bce obGpasubl ¢ Takum
pes3ynsTatoM [OMKHbl ObiTb MOBTOPHO
nposepeHbl. KoHueHTpauma TTI Bbiwe
50 mEa/n nossonsieT 3anogo3puTb Bl a
ypoBHu TTI Bbiwe 100 MEA/N ¢ BbICOKON
CTENEeHbD BEpPOATHOCTW YyKasblBalOT Ha
Hanuune 3abonesanus [4]. MNoaTeepxaa-
Iolas auarHoctvka npoBOAUTCS MyTeM
onpegenenns TTI n cBOGOAHOIO TUPOK-
CVHa B CbIBOPOTKE KPOBMU.

B PC (A) 3a 1996-2008 rr. o6cneno-
BaHO 134469 HoBopOXaeHHbIX Ha B,
Nno CKPUHUHIY BbisiBneH 31 pebeHok ¢
BI. YacTtota BI' no CKpuHWHry cocTaBu-
na 1:4337. Ha ®KY 3a a10T e nepwuop,
obcnegoBaHo 145099 HOBOPOXAEHHbIX.
BuisiBrieHo 3 getent ¢ ®KY, Bce 6onbHble
no HauMOHanbHOCTU pycckue. YacToTa
DOKY cpeamn obcneaoBaHHbIX MO CKPUHUH-
ry HoBopoxzaeHHbix B PC (£) coctaBuna
1:48366 (0e3 yvera 3THUYECKOW MpuUHa-
OJIEXHOCTW).

ApgpeHoreHuTanbHbI CUHAPOM (BPOX-
OeHHas runepnnasvus  Haano4ye4yHUKOB)
— cnekTp 3aboneeaHuit, OOYCroOBMEH-
HbIX OedEeKTOM (EepMEHTHbIX CUCTEM,
yyacTBylowmnx B 6GuocMHTE3e CTepouva-
HbIX TOPMOHOB HagnoyeyHukoB. 95%
BCEX cryyaeB 3aboneBaHu CBHA3aHbl C

O06c1e1oBaHN e HOBOPOKIEHHBIX 110 MaccoBomy ckpuHuHry B PC (51) 32 2006 — 2008 rr.

Yucno obcnenoBaHHbIX (0XBarT, %)

Yucno A
Ton ponuB- ®cunn- | BpoxkaeHHsbIi reHHI;F;?::})I;Iﬁ MykoBuc- Tanak-

MHUXCA KETOHYpHUSl | TUIOTHPEO3 U103 TO3EMHUS

CHHIPOM

2006 | 13733 | 13623(99,2) | 6998 (50,9) [ 5268 (38,4) [ 5450(39,7) | 3335(24,3)
2007 | 15152 | 14931 (98,5) [ 14931 (98,5) [ 14931 (98,5) | 14931 (98,5) | 14931 (98,5)
2008 | 15243 | 15015 (98.,5) [ 11054 (71,8) [ 10746 (69,8) | 11183 (72,7) | 10484 (68,1)

*- Jlannbie SPMUALL.



Pe3yabTaThl 00c1€10BaHNs HOBOPOKIEHHBIX HA IOMOJHUTEIbHbIE HACIEICTBEHHbIE
6os1e3nu B PC(51) mo npropuTeTHOMY HAIIHOHAJILHOMY MPOEKTY «310poBbe» B 2006-2008 rT.

OGcne- | BoizBano Ha |Ilomyueno| IloBbien- | BeisiBaeno
3aboneBanne o Yacrora
JOBaHO | perect, abc¢. (%) | peTecToB |HbIe peTeCThl,| OOIBHBIX
AJIPEHOTCHHTAIb- | 39117 57(0,18) 51 4 3 1:10372
HbII CHHIPOM
MyKOBHCIIHI03 31304 281 (0,89) 246 14 - -
T"amakro3zemust 30605 184 (0,60) 163 1 - -

aeduuntom 21-rugpokcunasel. O6wias
yactota AIC aTHuuyecku 3aBucuma. B
EBpone oHa coctaengert ot 1:10000 go
1:15000 HoBopoxaeHHbIX [10]. MosgHssA
OVarHoCTNKa, HECBOEBpPEMEHHast U He-
KOppEeKTHas Tepanus NpUBOLAT K Tshke-
nelM nocrneacTBusM: rnbenn pebeHka
OT CONbTEPSAIOLMX KPU30B, OLIMOKaMm B
BbiGOpe NOMoBON NPUHAANEXHOCTU Npu
BbIP2XXEHHOW BMPWUNM3aLMN  HaPYXHbIX
reHuTanui y eBoYeK, HapyLLeHAM poc-
Ta 1 NONOBOro CO3peBaHns, HapyLLUEHUAM
penpogyKkTnBHow yHKuUmMn. B ocHoBe ck-
PWHWHra NeXuT onpeaeneHune yposHs 17-
OH-nporectepoHa B CyxOM MATHE KPOBWU
Ha dunbTpoBansbHoW Gymare, KOHLEHT-
pauusi KOTOpPOro Yy HOBOPOXOEHHbIX 3a-
BMCMWT OT BO3pacTa, Macchl Tena, CPOKOB
HeOoHOLWeEeHHoCTH. 1o pekoMeHaauusam
3HOOKpUHONoroB Poccun, 3a noporosbin
YpOBEHb  [OHOLLUEHHbIX HOBOPOXOEH-
HbIX (CpoK rectaumu 6onblue 36 Hegernb,
Macca Tena 6onblie 2,5 Kr) npuHMMaroT
3HayeHus 17-OHIM 30,0 HMmonb/n, y He-
[OOHOLLEHHbIX NpW cpoke rectaumm 33-
36 Hepenb (Macca Tena MeHblue 2,5kr)
— 60,0 HMonb/mn, Npy cpoke rectaymmn 23-
32 Hegenu — 100,0 Hmonb/n [5].

Ha AIC no PC(A) Bcero obcnepo-
BaHO 31117 HoBOpPOXAEHHbIX (Tabn. 2).
MoBbiweHne 17-OHM no nepBUYHbIM
TecT-6naHkaMm BbISIBNEHO Y 57 HOBOPOX-
AeHHbIX (0,2%), 13 KOTOpbIX MOBTOPHOE
obcnenosaHve npoBefdeHo 51 pebeHky
(89,5%). 1 HOBOPOXXAEHHBIN C MOBbILIEH-
HbIMW pesynsTatamy ymep Ao nposefe-
HUst peTecTa. [lonoXuTenbHbLIA peTecTt
norny4yeH y 4 HOBOPOXAEHHbIX, U3 HUX - 1
HEeOOHOLUEHHbIN, anarHo3 AI'C yToYHeEH B
3 cnyyasx, BblCTaBfeHbl CMeLlaHHas u
conbTepsitowtas popmbl AIC. Takum 06-
pasom, npeaBapuTenbHasi yactota AIC B
PC (A) coctaBuna 1: 10372.

Mykosucungos (MB) — vactoe mo-
HOreHHOEe ayTOCOMHO-PELECCBHOE 3a-
OoneBaHue, obycrnoBneHHoe MyTauuen
reHa MyKoBMCLIMAO3HOro TpaHCMeMbpaH-
Horo perynatopa (MBTP). Xapaktepuay-
€TCA MOPaXEHNEM 3K30KPUHHbIX Xenes
)KM3HEHHO BaXXHbIX OPraHOB W CUCTEM,
pasBMTUEM MPOrpeccupyloLLlen naTorno-
rMM 6POHXO-NEro4YHOM CUCTEMBI, CUHAPO-
Ma HapyLUEHWUs! KULLIEYHOrO BCaCbIBAHUS
N rMnotTpodun, MMeeT OBbIYHO TSXKenoe
TeyeHMe W nporHo3. PacnpocTpaHeH-

HocTb MB BapbupyeT B 3aBUCMMOCTU OT
nonynsauun. B 6onblwnHcTBe cTpaH EB-
pornbl n CesepHon Amepukn MB BcTpe-
yaetcsa ¢ yactoton 1:2000 - 1:4000 Ho-
BOPOXAEHHbIX [2]. MNocne kapTupoBaHus
reHa MBTP B 1989 r. aHann3 ogHon unun
bonee mytaumn B reHe MBTP BkntoveH
B COBpPEMEHHbIe Mporpammbl CKpUHWUHIA
HOBOPOXAEHHbIX [6]. Ha cerogHAwHMI
OeHb BbigeneHo 6onee 1000 myTtauumn
reHa, OTBETCTBEHHbIX 3@ Pa3BUTUE CUM-
ntomoB MB [9]. Hanbonee Ttsxxenas wu
paHHss MaHudecTaums Habnogaetcs y
©onbHbIX romo3uror no DF508, yacTtoTa
koTopow no Poccum coctaensiet 53% [2].

B kauyectBe [OuarHoCTMYeckoro wuc-
nonb3yeTcs TECT HA UMMYHOPEAKTUBHbIA
TpuncuHoreH (UPT). Mpu nonoxutens-
HOM pesynerarte ckpuHuHra (MPT>70 Hr/
MIT) NMPOBOAUTCS MOBTOPHOE onpefene-
Hue VPT. Mpn NOBTOPHO BbICOKOM YpPOBHE
WPT (>40 Hr/mn) Heob6xoaumo NpoBoanTb
noToByk Mpoby. Y GonblUMHCTBA OeTen,
B6onbHbIX MB, kOHUEHTpauusa xnopuaos
HaTpusa okasbliBaeTcst Bbilwe 80 Mmonb/n,
OVarHOCTUYECKUMU  CUMTAOTCS  3Hade-
HWs, nNpeBbiwatolwme 60 mmonb/n [7].

Ha mykosucunpos B PC () obenepno-
BaHO 31304 HOBOpOXAEHHbIX (Tabn. 2).
HeoHaTanbHasi runepTpuncMHoreHemusi
(WPT>70 Hr/mn) BbisiBreHa y 281 pebeH-
ka (0,9%). Petect npoBeaeH 246 getam
(87,5%). C noBbIWEHHBIMY NEPBUYHBLIMA
pesynstratamy He obcnegoBaHbl 35, u3
HWUX 2 pgeTen ymepnu oo petecra. [Nono-
xutenbHbi petecT (MPT>40 Hr/mn) ume-
nn 14 peteinr (0,04%). MNoTtoBas npoba
(meTogom TUTpoBaHMs) Obina npoBeaeHa
25 netam, O0MnbHbIX HE BbISIBNIEHO.

[anakto3emnss — rpynna 3abonesa-
HUIA, 0B6YCMNOBMNEHHBLIX HEAOCTAaTOYHOCThIO
depMeHTOoB, y4acTBylLWMX B MmeTabo-
nnu3mMe ranaktosbl. MaccoBbIi CKPUHWUHT
HOBOPOXAEHHbIX HanpaBfeH Ha BbIsB-
TNIeHNE KIacCUYeCcKon ranakroseMum (Tun
I) kak Haubonee TsKenow narTonoruu,
Tpebytolwen HEeOoTNOXHOM  KOPPEeKUMN.
Taxenas dopma 3aborneBaHus CBsi3aHa
C MyTauusaMu B reHe ranaktoso-1-¢poc-
dat-ypuguntpaHcdepasbl (GALT) [8].
M3BecTHo Gonee 60 myTaumi B 3TOM
reHe. Yacrtota ranaktozemun B EBpone
konebnetca ot 1:18000 oo 1:180000, B
cpegHem 1:47000, B AnoHum - 1:667000.
Ecnun ranakto3emusi He BbisIBEHa U He
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nsneveHa cpasy nocrne poxaeHus, TO
3TO MOXET NPMBECTM K Anapee, XenTyxe,
MeYeHOYHOW HeJoCTaTOYHOCTM, TMMOMu-
Kemuu, katapakTe, 3afilepxke Henponcu-
XW4ECKOro pas3BuUTUs, CENTUYECKUM CO-
CTOSIHUSIM, CMEPTU B TEYEHME HECKOMNbKUX
Hegenb. B xoge anarHoctuyeckoro Tecta
nsmepsieTca OobLIMIN ypOBEHb ranakTo3
(ranakTo3bl K ranakto3a-1-cocaros).
MoporosbIM 3HaYeHVeM A BbISIBEHNS
ranakTo3emMvm CHMTaeTCsl ypoBeHb ranak-
TO3bl Gonee 7,0 mr/an.

Ha ranaktosemuto 3a 2006-2008 rr. no
pecny6nuke obcneposaHbl 30605 HoBo-
poXaeHHbIX. [Mpy 3TOM HeoHaTanbHas rm-
nepranaktosemusi (>7 Mr/gn) BbisiBNeHa
y 184 peten (0,6%). MNMoBTOpHOE 06GCHE-
posaHue nposefeHo 163 getam (88,6%).
BbisiBneH 1 pebeHOK C Mogo3peHneM Ha
ranakTo3emMuio, NPOXOAWUT YTOYHSIOLLYIO
AVNarHoCTUKy.

OueHnTb  4acToTy MyKOBMCLMAO3a
n ranakto3emumn B PC(A) B HacTosiee
BpPEMS HE NPeACTaBNseTCsl BO3MOXHbIM.

3aknroyeHune

KoHeuHol uenbto noboro CkpuHUHra
SIBMNSIETCS COXPaHEeHWe 340poBbs pebeH-
Ka, T.e. MpaBUIIbHOE U CBOEBPEMEHHOE
ne4veHue. Noatomy gormkHa 6bITb 0Tpabo-
TaHa YyeTkasi cxema no npoBeaeHUto Noa-
TBEPXAAIOLLEN ONArHOCTUKM U NEYEHMIO
6onbHoro pebeHka cneyuanmcTamm.

O eKkTMBHOE BLINOMHEHNE HEOHa-
TanbHOrMO CKPUHUHra BO3MOXHO TONbKO
npu AMPEKTVBHOW MNOAAEPXKKE OpraHoB
30paBOOXPAHEHUSA U KOHTPOMe KayecTBa
npoBegeHuss obcrnegoBaHUs HOBOPOX-
OEHHbIX.

Heobxoanmbl Mepbl No AanbHewLe-
MYy YyYLWEHWIO Y MOBbIWEHNIO adhdek-
TMBHOCTM CKpWHUWHra. Ons ynydweHus
perucTpauun, KOHTpOns Heobxoaumo
BBELEHNE aBTOMATU3MPOBAHHOW CUC-
TeMbl 06paboTkn nonyyaemon u3 JMY
WMHopMauun, pesynsTaToB aHanmsos,
YTO MO3BOMUT CO34aTb pecnybrnmKaHCcK1mn
pPEerncTp HOBOPOXAEHHbIX U TEM CaMbIM
yNyYLWUTb OpraHu3aumio HeoHaTanbHoro
CKPVIHUHTrA.
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E.B. MapkoBa, O.M. KasaHueBa, B.I. ApTioxoBa, A.B. CeeTnakos

NMPEUMMNNAHTALUUMOHHAA AHK-AUATHOCTUKA

MOHOIEHHOW NATONOrmn

MpenmnnaHTaumnoHHas reHetTudeckas aguvardHoctuka (MI0) no3BonsieT NPoBoAMTE NPOMUNAKTUKY FreHHbIX Oone3Hen Ha camblX paHHUX aTanax
3MBpUOHanbLHOro pasBUTUS YenoBeka. HecMoTpsi Ha CrMOXHOCTM TakoW AMArHOCTWKW, BKMHOYaLWMe HeOOXOAMMOCTb MPOBEAEHUS AN Cynpy-
)KECKOW Mapbl 3KCTPAKoOpnoparbHOro OMNSI04O0TBOPEHMS!, OrpaHMYEHHOe BPEMS BbIMOMHEHUS UCCNEAoBaHNA U MUHUManbHoe konuvecTtso OHK,
TexHonorua NI 6ICTpo pasBMBAETCA U CTAHOBUTCS YaCTbIO KNMHWYecKkon npaktukn. OgHOM 13 rmasHbIX Nnpobnem, kotopas pellaetcsa B OHK-
nceneaoBaHUsX eQnHUYHbIX KNEToK, SBnsieTcs adhdekTUBHaN aMnnndukaums reHeTu4eckoro matepuana.

KnioueBble cnoBa: npenMnnaHTaunoHHas reHeTnyeckas AMarHocTka, MOHoreHHble 3abonesaHus, MLP.

Preimplantation genetic diagnosis (PGD) provides an opportunity to prevent single gene disorders at the earliest stages of human embryo
development. Despite complications of tHis diagnosis, including the necessity of IVF (in vitro fertilization) for partners, limited time for analysis
performing and minimum DNA quantity, PGD technique is developing very fast and becoming a part of clinical practice. One of the main problems
to solve for DNA analysis of single cells is effective amplification of genetic material.

Keywords: preimplantation genetic diagnosis, single gene disorders, PCR.

BBepeHue

HoBoe HanpaBneHve paHHen pAgua-
FHOCTMKWN HacneaCcTBEHHbIX 3aboneBaHuni
CBSI3aHO C pa3BUTMEM NpeuMnnaHTaum-
OHHOW reHeTnyeckom anarHoctukm (MAQ).
Takasa gnarHocTuka genaeTt BO3MOXHbIM
npoBefeHne reHeTnyeckoro obcnenosa-
HUSI HE TOMNbKO A0 poxaeHus pebeHka, HO
W 0O HacTynneHus 6epeMeHHOCTU — Ha
CaMblX paHHMX 3Tanax aMOpPUOHaNbHOro
passutusa. NMpu nposegeHun MO neene-
[0BaHue BbINOMHAETCS Ha MUHUMArbHOM
KONMMYecTBe reHeTM4YecKoro martepuana
— reHOMe eNHNYHOW KIETKU.

[MpeumnnaHTaunMoHHoe  nccnenoBa-
HMe BO3MOXHO MCKIIOYUTENBHO B paMm-
kax neyebHbix umknoB OKO (akcTpa-
KoproparnbHOro OnfnofoTBopeHus) nubo
MKCW (vHbekuun cnepmarosovga B sin-
uekneTky). bonblwas vacte umknos MM
NPOBOAUTCSA C LEMbI BbLISBNEHUSI aHe-
yNAouani, XPOMOCOMHBIX MEPECTPOEK.
9710 06yCcnoBneHo TeM, YTO NoKasaHUs K
Takomy Tuny NI 4acTo xapakTepHbl ANg
nauMeHToB C pPenpoayKTUBHLIMU Hapy-
LweHuamu, npuberatowmumm k IKO.

MNokazaHmem gnst M0 MOHOreHHbIX
0edEKTOB CMYXMT BbICOKUA reHeTnyec-
KW PUCK B OTHOLLIEHWN FEHHOW BonesHu.
Takve napbl npuberatot K AKO uncknio-

CotpyaHukn KpacHosipckoro LleHTpa penpo-
OYKTMBHOW MeguumHbl, e-mail: krasivi@kerm.
ru: MAPKOBA EneHa BuktopoBHa — K.6.H.,
3aM.AupeKTopa no Hayke, 3aB. nab.; KA3AH-
LIEBA Onbra MuxainoBHa — Bpay-reHeTuK;
APTHOXOBA Buktopusi leHHagbeBHa — 3M-
6pwuonor; CBETIIAKOB AHatonun Bacunbe-
BUY — K.6.H., AupekTop LleHTpa.

unTenbHO C uenbio nposedeHus [OHK-
ONarHocTukM amMOproHOB M oTbopa Ans
nepeHoca B MaTKy 3MOpPMOHOB C HOp-
MarnbHbIM reHoTunom [12]. MpeumyLiec-
TBOM I siBNAeTcs coxpaHeHne penpo-
OYKTUBHOTO 3[40pOBbsA napbl Gnarogapsi
BO3MOXHOCTM M30exaTb npepbiBaHUSA
©epemMeHHOCTU OOnbHbLIM MIIOAOM, CHU-
XKEHWNE MCUX0-3MOLIMOHANBHOW Harpysku
Ha >XEHLUMHY BO BpeMsi GepeMeHHOCTU
(6ecnokoicTBO 0 HE0HXOAMMOCTU NpoBe-
[EeHNs1 UHBA3MBHOW MpeHaTanbHoW Aua-
rHOCTMKU 1 NpepbiBaHUA MO pe3ynsratam
uccnenosaHus). OcobeHHO akTyarnbHa
pa3paboTka HOBbIX METOAOB Npodunak-
TUKW HacneacTBEeHHOW naTtonorun Ans
nonynsunn ¢ BbICOKOW 4acTOTOW oTAe-
NbHbIX 3a00neBaHui.

Mo paHHbIM ESHRE PGD Consortium,
onybnukoBaHHbIM B 2008 r., obobwwato-
wnm pesynertatbl umknos N0 no 2005 r.,
Ha TOT nepuod B Mupe 6bino NpoBeAeHO
2099 umknos Tl MoOHOreHHbIX gedoek-
TOB [5].

Mooxoawbl k AHK-ananuay B M4 otnu-
yalTca OT CTaHAAPTHLIX METOAOB reHe-
TMYECKOro TecTupoBaHus. Conoctaene-
HW1E CNOXHOCTEN N PUCKOB rEeHETUYECKOTO
TECTUPOBAHNST €OMHUYHbIX KIEeTOK 3MO-
PUOHOB C MHOroobpasvem ” TAXKECTbio
natoreHesa, NeyYeHus1 HacneaCcTBEHHbIX
3aboneBaHuii, AOKa3bIBAET, YTO NEPCneK-
TmBbl passutua [0 npepcraensatoTcA
[OCTaTO4YHO aKTyasbHbIMMU.

CneKkTp HacneacTBeHHbIX 3a6o0-
fieBaHUN, ONsA KOTOPbLIX NpearioxeHa
npeuMnnaHTayMoHHaA QUarHocTuKa

K Hactoswemy Bpemenn NI paspa-
6otaHa ana 170 HacneacTBeHHbIX 3a60-

neeaHui [4]. Cpegn atux 3abonesaHuin
MOHOreHHble AedekTbl C  pPasnU4YHbIM
TUMNOM HacneaoBaHWs: ayTOCOMHO-[0-
MUWUHaHTHbIM, @yTOCOMHO-PELIECCUBHbBIM,
X-cuenneHHbiM, 6onesHn aKcnaHcuu.
HaunbGonbluee 4ncno LMKIoB NpoBOAUTCA
Anst MyKOBMCLUMA03a, remornobrHonatun
1 AVHaMnYecknx mytauui [17].

MpuHLMNManeHO HOBbIV cnocob cove-
TaHUA NeYeHns U NpoUNakTUKA reHHON
naTonoruv npearioxkeH Ans Hacneac-
TBEHHbIX 3aboneBaHuii, TpebyoLmx
TpaHCNMaHTauum KPOBETBOPHbIX KIETOK.
B cembsax, nmerowmx 6onbHOro pebeH-
Ka C TakMMu 3aboneBaHUsAMU Kak aHe-
Musi OaHKOHW, TanacceMuu, codyeTaHue
npenmnnaHTaynoHHoro HLA-Tunuposa-
HUS C aHanM3oM MOHOFEHHOro Aedek-
Ta NO3BONSAET MNaHWpPOBaTb POXAEHWE
300poBoro pebeHka, CTBOMOBbIE KMETKM
(MynoBWHHasi KPOBb) KOTOPOro MOCHy-
XaT ans nepecagku 6ornbHoMmy cubey
[10]. OdpdekTBHOCTL Takoro nopxoda
oYeBMOHa B CBSI3N € NpobnemMoit novcka
NOAXOASALLEero AoHopa WM AokasaHa npu-
MepaMu YCMeLIHOro NpoBeAeHUs TaKux
cnyyaes [NI0. Heobxoanmo y4mTbiBaTh,
4TO OXmaaemasi BepossTHocTb HLA-coB-
MECTMMbIX 3MOPUMOHOB cocTaBnseT 25%.
B cnyuae, korga otbop npoBogutcs no
HLA » no reHoTuny B OTHOLUEHWU ayTo-
COMHO-PELIECCMBHOIO HapyLUeHus, npo-
LeHT 3MOPUOHOB C HOpMasbHbIM FEHO-
TMnom n HLA-COBMECTMMbIX COCTaBrnsieT
nopsaka 19% [8].

MpevMnnaHTauMoHHas [uarHocTuka
npoBoanTCA ANns 3abonesaHnii ¢ NO3gHUM
Havanowm [5, 17]. MNpepnoxeHbl NoAXoAbl
AN NPeMMMIIaHTaLMOHHON ANArHOCTUKN
MUTOXOHApUanbHbIX 6onesHen [2].





