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HeoHaTa/ibHbINi CKPUHUHI Ha MYKOBMCUMAO3 MpeanonaraeT paHHIOW NpecuMnTOMaTMYECKYI0 AMarHOCTUKY 3aboseBaHUs
Y HOBOPOXAEHHbIX. Llenbto mnccaenoBaHms 6bi10 onpeneneHne 3QOEKTMBHOCTU HEOHATa/lbHOrO0 CKPUHUHIE Ha MYyKOBMC-
unao3 B MockBe. B pabote npefctaB/ieHbl pe3ybTaTbl MOJEKY/ISIPHO-reHETUYECKOro uccaegoBaHms obpasyos [AHK
1260 HOBOPOXKAEHHbIX C rMNePTPUNCUHOreHEMUEN (YpOBEHb UMMYHOPEAKTMBHOIO TPUINCUHA NPH NEPBOM TECTUPOBAHMM —
UPT | > 70 Hr/mn) Ha Hanbonee Yactole myTtaumn reHa CFTR. Bce aety poanancb B MockBe B 2008 r. 1 Ha OCHOBaHUM
pesynbTata onpeaeneHus UPT | coctaBuaun rpynny pyucKa rno gaHHomy 3aboneBaHuto. Mytaumnm o6HapyKeHbl y 53 uHanBm-
408 (47 — reTepo3unrotsl, 6 — romo3unroThl). Joss 10KHOOTpuyaTesbHbIX pe3ybTaTtoB coctaBuaa 0,16 %, 4To cornoctaBumo
C 00LeeBpPONenCKMMN aHHbIMMU.

KnioyeBble cnoBa: HOBOPOXKAEHHbIE, HEOHATabHbIA CKPUHUHI, MyKOBUCLUMAOS, runepTtpurncuHoreHemus, reH CFTR, mytauun.

MepBble MOMbITKM NPOBEAEHWUS HEOHATANbHOrO CKPUHMHIA
Ha MykoBucumao3 (MB) npeanpuHumanucb B EBpone eule
B Hadvane 70-x rogoB npouwnoro cronetus. B 1979 r. B xoae
MHOIOYUCNEHHbIX WCCNeaoBaHWM, ydeHbiMM M3 HoBow
3enaHann n ABCTpanuu 6bi1 YCTAHOBNEHO, YTO B Mnia3mMe
KPOBM Yy HOBOPOMAEHHbIX ¢ MB MHOroKpaTtHO NpeBbl-
lleH ypoBeHb MMMYHOpeaKTUBHOro tpuncuHa (MPT). 3to
NMOCNYXW0 TONYKOM K Havany MaccoBOro o6cnegoBaHus
HOBOPOXAeHHbIX Ha MB ¢ ucnonb3osaHnem UPT B Kaye-
CTBE OCHOBHOro GMOXMMWYECKOr0 MapKepa CKPWUHWUHra
[1]. OTKpbITME B 1989 r. reHa MyKOBMUCLIM03a U WOEHTH-
drKauua cneunduyeckux Mytaumin B reHe CFTRY B 06Len
nonynaunm, NO3BOINAO BKIOYUTb B MPOTOKO/bI CKPUHUHIA
aHanu3 [OHK [2]. EBponeickon accoumnauven MB 6bina

1

co3fgaHa paboyas rpynna no HeoHaTalbHOMY CKPUHWHTY.
B 2007 r. B Hee BKJ/OYEHbl NpeactaBuTenn u3a Poccuu.
OcHOBHOM 3agaden rpynnbl aABnseTcsas c6op M aHanus
[JaHHbIX U3 pa3HbIX CTPaH 1 pernoHoB EBponbl Ansd onTu-
MU3aLUK NPorpaMm MaccoBOro o6cnefoBaHUs HOBOPOXK-
[LEHHbIX Ha HacneAcTBeHHble 3aboneBaHus. Mo gaHHbIM
EBponenckoro KoHceHcyca, Ao 2008 r. no nporpamme
HeoHaTalbHOro CKpUHWHra B EBpone exerogHo o6cene-
fosanocb 6onee 1,6 MAH HOBOPOXAEHHBLIX U BbISBNSA-
nocb nopaaka 400 6onbHbIX AeTer B roa. bnaropaps
BHeapeHuto B 2008 . nporpammbl HeoHaTalbHOro
CKpuHUHra Ha MB B Benuko6putaHum um Poccuu 4mcno
AeTeln, npoweglwmx mMaccoBoe obcnefoBaHuMe BO3POCIO
[0 3 MJTH B roj.

CFTR — Cystic Fibrosis Transmembrane conductance Regulator — TpacMem6paHHbIN perynsTop MyKoBucLnao3a — 6eoK, y4acTByto-

LM B TPAHCMIOPTE MOHOB XJIopa Yepes3 MeMOpaHy KIETKM, a TaKKe HasBaHWe reHa, KoaupyoLLEro aTOT GeoK.

Z.A. Kusova, N.V. Petrova, T.A. Vasilyeva, N.Yu. Kashirskaya, R.A. Zinchenko, N.l. Kapranov
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Results of mass screening of newborns with cystic fibrosis

in Moscow

Neonatal screening of cystic fibrosis is able to provide early presymptomatic diagnosis of the disease in newborns. The objective of this
study was to evaluate an effectiveness of neonatal cystic fibrosis screening in Moscow. Authors studied molecular-genetical samples
of DNA in 1,260 newborns with hypertripsinogenemia (the level of immunoreactive tripsin in first test — IRT | was > 70 ng/ml) for the
presence of most frequent mutations of gene CFTR. All children were born in Moscow in 2008. They formed risk group because of
results of IRT | test. Mutations were detected in 53 persons (47 heterozygotes and 6 homozygotes). The rate of false-negative results
was 0.16 %; the result was similar to European data.

Key words: newborns, neonatal screening, cystic fibrosis, hypertripsinogenemia, CFTR gene, mutations.



Llenbto HeoHaTanbHOro CKpMHUHIa Ha MB siBnseTcs BbisBIe-
HWEe TaKMx NaLMeHTOB C MUHUMASbHLIM KOIMYECTBOM NOXKHO-
NONOXUTENbHbIX PE3YNbTaToB [2]. ATOT pe3ynbTaT MOXKET ObITb
OOCTUIHYT MyTeM MCMOMb30BaHUS PasfiMYyHbIX MPOTOKOMOB
CKpUHUHra [2—-4]. B HacTosiuee Bpems B EBpone Hacuwm-
TbIBAETCS OKONMO 26 BapuaHTOB MporpamMM HeoHaTaslbHOro
CKPWHUWHIa, BKIOYaoLWMX oT 2 Ao 4 nocneaoBaTtesbHbIX 3Ta-
noB o6cnenoBaHusa. Hanbonbluee pacnpocTpaHeHWe Halu
Takue cxeMmbl, kKak MPT/UPT, UPT/OHK, UPT/OHK/UPT [5-T71].
MepBbI aTan BCex NPOTOKOIOB CKPUHUHIa — onpeaeneHme
ypoBHA UPT B BbICYLLEHHOM MSTHE KPOBW HOBOPOXAEHHOIO
Ha NepBOW Heaene XM3HU. Takow pesynbraT TecTa aBaseTcs
BeCbMa 4yBCTBUTENbHbIM (85-90%), HO He cneundUyHbIM
npu3Hakom MB. lMocneaHee cBS3aHO C TEM, YTO MPUYMUHOM
rMNepTPUNCUHOreHEMUU B HEOHaTaNbHOM Nepuoge NoMUMmMo
MB MoOryT 6biTb BHYTPUYTPOOHAA FMMNOKCUSA Ma04a, BHYTPU-
YyTPOOHbIE MHDEKLUMU, NEPUHATANIbHbIM CTPECC, KOHblorauu-
OHHas enTyxa HOBOPOXAEHHbIX, XPOMOCOMHbIE abeppaLmm
(Tprcomum 13 1 18 XxpoMOCOM), BPOXKAEHHAs NoYevyHas Hedo-
CTaTO4YHOCTb, aTPe3uns TOHKOIO KMULWEYHMKA, a TakKe Hedpo-
reHHbIN HecaxapHbIn guabet [8—11]. B kayecTBe TecTta 2-ro
YPOBHSA (4ONOMHUTENBHOIO MapKepa cKpuHuHra MB) nayvya-
€TCs BO3MOXHOCTb MCMONb30BaHUA 6efka, acCoLMMpPOBaH-
Horo ¢ naHkpeatutoM (PAP) [12]. bbiin onpeaeneHbl Nopo-
roBble 3HayeHUs KoHueHTpauun PAP (Hopma < 8 Hr/mn)
B nepupepmnyecKkon KpoBU HOBOPOMKAEHHbLIX TPynnbl pUcKa
no MB u paspaboTaHbl KOMOWHMPOBaHHblE Habopbl AN
oueHKu yposHa PAP unn UPT + PAP [13]. 1o MHeHu1Io psaa
aBTOpOB, Ucnonb3oBaHue PAP B KayecTBe GUOXMMUYECKOTO
MapKepa CKpuHWHra Ha MB gaBnsetca anbtepHatuBon AHK-
anarHocTmku. C oHOM CTOPOHbI, 3TOT TECT 3KOHOMMUYECKMU
6osee BbIrofeH, 4em nposBeaeHne aHanmsa JHK, ¢ gpyron —
nossonser nabexatb Npobsem, CBA3aHHbIX C HEOBXOANMO-
CTblO NOAy4eHUss MHGOPMMUPOBAHHOIO corflacus poautTenen
pebeHKa Ha NpoBeAeHWe UcCnefoBaHus, 4TO UMEET MECTO
npu JHK-anarHoctTMke B 60MbLIMHCTBE €BPONENCKUX CTPaH.
K Tomy e Mcnonb3oBaHWe JOMONHUTENIbHOrO MapKepa, BO3-
MOXHO, MPUBEAET K CHUMKEHUIO JONM IOXHOOTPULATENbHbIX
pe3ynbTaToB CKPUHWHIa. MnaHuMpyeTcs npoBeAeHue MuaoT-
HbIX MCCNneaoBaHWM MO M3YYEeHUID IPDEKTUBHOCTU CXEMBbI
NPT + PAP B HuaepnaHaax, lepmatnunn n @paruumn [13]. Bce
BblLENepeyYncneHHble NporpamMmMbl MOTYT U AOMKHbI KOMOGU-
HMPOBATLCS M NPOBOAUTLCS Y POACTBEHHUKOB, MAEHTUDULIN-
pPOBaHHbIX CKPUHUHIOM, KaK B CEMbSX, MMEIOLLMX 6OMbHbIX
MB, TaK 1 B NONyAsiLuK B LLeSIOM (KaCcKafHbl CKPUHWUHT).

C 2006 r. B page pervoHoB, a ¢ 1 aHBapsa 2007 r. BO Bcex
cy6bekTax Poccuiickon ®enepaunn (PP) MB 6bin BKAOYEH
B NepeyeHb HacneacTBEHHbIX 3aboneBaHui (Hapagy ¢ GeHun-
KETOHYpPUEN, ranakTo3eMuen, runoTMpeo3oM W afpeHo-
reHUTaNbHbIM CUHAPOMOM), noAanexawmux obs3aTenbHo-
My HeOHaTallbHOMY CKPWHWHIY B pamKax HauMOHalbHOro
NPUOPUTETHOIO NpoeKTa «340poBbe». [NPOTOKON CKPUHUHTA
BKatovaeT 4 atana: UPT I, UPT Il (B Hopme NPT | < 70 Hr/mn,
UPT Il < 40 Hr/mn), notoBbin TecT n AHK-anarHocTuky, npu-
4yeM TOJSIbKO MepBble TpU ABNA0TCA 0b6s3aTenbHbiMK [3, 11].
[eHeTMYecKoe o6cnegoBaHne NPoOBOAMTCS C Lefblo 06Hapy-
XeHnsa 29 Hanbosee YacTbiX B POCCUMMUCKON Nonynsuum Myta-
unn reHa CFTR, cocTtaBastowmx 70—-75% ot obuiero ymcna
MYTaHTHbIX annenen reHa. lotosasa npoba — TpeTun atan
NPOTOKONa CKpuHWHra Ha MB. B P® 3apervctpupoBaHbl
W YCMELHO NPUMEHSIOTCA ABE CUCTEMbI AN aHanM3a NpoBo-
OMMOCTHM NoTa (HenpsiMoe onpeaeneHue xnopuaos). Cuctema
ans céopa 1 aHanusa nota «Macroduct» B KOMMNeKce ¢ NoTo-
BbIM aHanundatopoM «Sweat-Chek» (Beckop, CLLUA) nossong-
€T NPOBECTM MOTOBYK MNPoBy BHE nabopaTOpHbIX YCOBUH,
Bpemsa cbopa nota coctaBnser 30 MUH, yCNEeLWHO NMPUMEHS-
eTca y AeTewt ¢ NepBbIX MecsLeB XM3HW. CneunanbHo Ans

ob6cnenoBaHUs HOBOPOXAEHHbIX Obll pa3paboTaH annapart
«Nanoduct» (Beckop, CLLA), o6beanHsolwmnin B cebe cucte-
My A8 CTUMYASLMKM NOTOOTAENEHUS NyTeM aneKkTpodopesa
0,1% nwunokapnuvHa W aHanM3aTtop NPOBOAMMOCTM MOTa.
bnarogaps MMHUManbHOMY KOMMYECTBY HEOGXOAMMOW ANd
TecTa NOTOBOM XMAKOCTK (3—6 MKI), 3TOT annapart He3ame-
HUM Npu 06CnefoBaHUM HOBOPOXKAEHHbIX B PpaMKax Macco-
BOIO CKPWHUHTA. MONOKUTENBHBIMU CYMTAIOTCS pesynbTaThl
> 80 Mmonb/n, nokasatenu 60-80 MMonb/N — NorpaHuy-
HbIMK, < 60 MMOJIb/N — OTpuLAaTE/IbHbIMWU. BarKHbIM 4OCTU-
EHMEM MPAKTUYECKOro 3APaBOOXPaHEHUS ABASETCH LEeH-
TpanuM3oBaHHas 3aKyrnKa annapaToB NOTOBOro aHann3aTopa
«Nanoduct» ans Bcex cy6bexkToB PP.

PerynsipHOCTb HabNOAEHNS HOBOPOXKAEHHBIX C YCTaHOBJIEH-
HbIM AnarHosom MB cnegyowas: Kaxable 2 Heg 4o 3 Mec
U3HM pebeHKa, 3aTeEM — eXXeMeCAYHO 4O Nonyroga, noToM
Kaxable 2 mec ¢ nonyroga Ao 1 roga v ganee — exeKBap-
TanbHO. OCOBGEHHO BaXXHO €eXeMecs4yHOoe AMHaMU4YecKoe
HabnogeHne 3a naumMeHTamum 6e3 KIMHUYECKUX MPOSBAEHUN
C onpeaeneHWeM Macco-poCTOBLIX MoKasaTenen, nposege-
HMEM KOMPOJIOrMYECKOro uccnegoBaHusa (He meHee 1 pasa
B Mecsil, 40 1 roa KMU3HK), onpeaeneHnemM ypoBHS naHkpea-
TUYECKOW 3n1acTadbl B Kane (2 pasa 3a NepsBbii r0f XU3HH),
a TaKKe pocTa MUKpodIopbl B MOCEBE Ma3Ka M3 POTOMOTKU
M KIIMHWYECKUIN aHann3 KposHu (1 pa3 B 3 mec). B cnyyae pas-
BUTMA 060CTPEHUS BPOHXOMNEr04HOro npoLecca UnM OTCyT-
CTBMS }KENMaeMoro KOHTPOAs Haf cumnToMamu 3aboneBa-
HUS MOXKeT notpeboBaTbcs 6onee rMyboKoe ob6cnegoBaHue
(peHTreHorpadunyecKoe uccnegoBaHue Nerknx Man KoMmnbto-
TepHasa ToMmorpadus, nMnugorpamma Kana, GMOXMMUYECKNI
aHanmna KpoBu, NpoTenHorpamma v ap.) [3, 14].

Llenbto HacTosiLLEero uccnegoBaHus crano nadydeHune apoex-
TMBHOCTM MaccoBOro 06CnefoBaHWs HOBOPOXAEHHbIX Ha
MB B pamMKax nporpamMmbl HEOHaTasbHOIO CKPWHUHIra
B MockBe.

NMALUMEHTbI U METOAbI

B wuccnegoBaHMM aHanu3upoBann ob6paslbl BbICYLUEHHbIX
nateH KpoBu 1260 HOBOPOXKAEHHbIX C TMNEPTPUNCUHOre-
Hemuen (MPT | > 70 Hr/mn). Bce getn poannucb B MocKBe
B 2008 I. ® Ha OCHOBaHWK pe3yNbTaToB ONpeaeneHns ypoB-
Ha UMPT coctaBwmau rpynny pucKa no MB.

BblaeneHne reHomHon AHK npoBoannun n3 o6pa3sLoB BbiCy-
WEHHbIX MATEH KPOBW, HAHECEHHbIX Ha GUALTPOBaNbHYIO
6ymary, ¢ Mcnonb3oBaHWeM Habopa peakTnBoB Diatom DNA
Prop (M3oreH, Poccurs) B COOTBETCTBMM C PEKOMEHAALMAMM
npounasoantens. B paboTe 6b11n UCMOIb30BaHbI CeayoLine
peaKTVBbI: akpunamug, 6uc-akpunamui, AByHaTpueBas Cofb
OMaMUH-TETPAYKCYyCHOM Kucnotbl (3TA), rMapoKCUMETUN-
amuHomeTaH (Tpuc), xnopua marHus, cynbdaT aMMOHUS,
Twin-20, xnopug HaTpus, 6poMua 3TMAUS, e30KCUPUOOHYKIEe-
otuatpudocdatel dATP, dCTP, dGTP, dTTP (XenukoH, Poccus),
GeneRulerTM 50 n.H. AHK-mapkep (Fermentas, JlutBa);
pectpukTasbl Hinfl, Tagl, npotenHasa K, Tag-nonumepasa
(XenukoH, Poccus). MNMocneaoBaTtenbHOCTU ONIMIOHYKNEOTUA-
HbIX MpanmMepoB, GnaHKUMpylOLWME aHanuM3upyemble y4act-
KM 10 ak3oHa (mytaummn F508del, 1677delTA, 1507del),
13 3Kk30Ha (MyTaumn 2143delT, 2184insA), 3 3K30Ha (MyTa-
ums 394delTT) n 19 ak30Ha (MyTauusa 3821delT), a Takxe
TOYKM pa3pbiBa geneumn CFTRdele2,3 (21kb) (1 MHTPOH —
3 3K30H), pa3paboTaHbl B nabopatopun JHK-aMarHoCTMKK
HacneacTBeHHbIx 6onesHen MIMHLU, PAMH. MaeHTudukaumo
BoCcbMM MyTaumuin reHa CFTR (CFTRdele2,3 (21kb), F508del,
1677delTA, 1507del, 2143delT, 2184insA, 394delTT,
3821delT) npoBoanan MeToAOM MyNbTUMAEKCHOW noaume-
pa3Hou uenHoun peakuuu (MLP) ¢ nocneayowmm aHanM3om
ONVMH amMnaMduunpoBaHHbix dparmeHToB HK 1 o6pasyto-
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lwmxcs retepoaynnekcos. MNUP npoBoannvn Ha amnnvduKa-
Tope «Tepuuk» (QHK-texHonorus, Poccus). feHomHyio JHK
(0,5 mKr) amnanoduumposanu B 20 MK peaKLUOHHOW CMe-
cu (67 MM Tpuc [pH8,4], 16,6 MM (NH,),SO,, 0,001%
Twin20), cogepxauen no 200 yM Kaxkaoro Ae30KcMpunbo-
HykneoTtnaTpnudocdarta, no 0,5 MK Kaxgoro npavmepa
(2 0.e./mn), 2,5 MM MgCl, 1 1,5 e.a. (eanHNLbI aKTUBHOCTH)
Tag-nonvmepassbi.

YcnoBusi aMnanduKaLmun: nepBuyHag aeHatypauus npu 94°C
B TeyeHue 3 MuH; ganee — 33 umkna: 94°C — 10 cek, 60°C —
10 ceK, 72°C — 10 cekK, ¢ 3aKN04YUTENbHOM 3NOHTaLMen npu
72°C B TeyeHue 3 MUH. B pesynbrate mynbstunnexkcHon MLP
cuHTEe3upytotes ¢parmenTol JHK pasHon anuHbl (Tabn. 1).
PazgeneHne npoaykToB amMmninduKaumu NpoBOAUAM METO-
OoM anektpodopesa B MNoSMaKpuiaMUaHOM rene (akpuna-
MWUI 1M BUC-akpunammna B COOTHolEHUM 19:1) B TeyeHue 3 4
npu 280 B. [enb okpalwmBanu 6pOMUCTbIM 3TUAMEM, BU3YasU-
3upoBanu B ynbTpadroNeToBOM CBETE U JOKYMEHTUMPOBanu
¢ nomoupbto cuctembl (Doc Print Vilber Lourmat, ®paHums).
[na onpefeneHns HyKNeoTUAHbIX 3aMeH NPOBOAMAIN TUAPO-
M3 aMnIndUUMpoBaHHbIX GparMeHTOB COOTBETCTBYIOLLEWN
pectpuKkTazon. 20 MK CMeCHU AN PecTpPUKLUMK coaeprKanu
5 mkn MUP-npoaykTa, 15 mKkn 6ydepa n 5 e.a. pecTpuKTasbl.
[Mony4yeHHyto cMecb MHKYOMpPOBanu B Te4eHne 16 4 npu Tem-
nepatype 37°C.

CpaBHeHWe NONYASLMOHHbIX 4acToT MyTauui B pasnuu-
HblX BblIGOpPKax NPOBOAMSIM C WMCMOAb30BaHUMEM KpUTEPUS
®durwepa cornacHo oblienpuHATON MeToauKke [15]. YacToTy
MyTaHTHbIX annenen reHa CFTR paccuntbiBanu no popmyne:

p=n/2N,

rae N — 4Yucno MyTaHTHbIX annenen reHa CFTR, N — o6bem
BbIOOPKMU.

PE3YJ/IbTATbI UCCJIEAOBAHUA U UX OBCYXXAEHME

B xome wuccnepoBaHua n3 1260 npoaHanaM3nMpPOBaHHbIX
o6pasuos AHK myTtaumm 6binn o6Hapy*KeHbl y 53 UHAMBHK-
0oB (47 — reTepo3unroTbl, 6 — rOMO3UroThbl). YUCNO MyTaHT-
HbIX annenen reHa CFTR coctaBuno 59 (2,3%), B ToM 4ucne:
F508del o6HapyxeHa B 42 (71%) cnyyasx, CFTRdele2,3
(21kb) — B 8 (14%), 2184insA — B 3 (5%), 3821delT —
B 1 (2%), L138insA — B 3 (5%), 2143delT — B 2 (3%)
o6pasuax AHK. Yactota mytaumnn F508del n CFTRdele2,3
(21kb), Tak Ha3biBaemas «CnaBsiHCKasl» MyTalMs, COOTBET-

Ta6nuua 1. MaeHTndurKkauuns Bocbmu mytaumm B reHe CFTR

Anvna amnanduumpyemoro
Ha3BaHue ¢dparmeHTa (n.H.)
MyTauui
HOpMa MyTauus
CFTRdele2,3(21 kb) HeT dparmeHTa 212
F508del 96
I1507del 99 96
1677delTA 97
2143delT 88
89
2184insA 920
394delTT 80 78
3821delT 72 71

CTBYET 06LLenonyAsLUMOHHbIM AaHHbIM [16]. Mbl ycTaHOBWH,
YTO YacCToTa MYTaHTHbIX anfiefner reHa y HOBOPOXKAEHHbIX
C runepTpuncuHoreHemmen (C nepBbiM MONOKUTENbHbLIM
Tectom Ha WPT) coctaBnsgetr 0,02103, 4TO 3HaA4YMTENbHO
BblILLE YacTOThbl MyTaLMK B poccuinckom nonynsiumm (0,00642)
[17], onpeaeneHHon Hamu paHee (p = 0,003).

M3 yncna HOBOPOMKAEHHbLIX C YCTAHOBNEHHLIM TFE€HOTUMOM
CFTR (n = 53) Tonbko y 17 (32%) BbISIBNIEHO NOBbILLIEHWE YPOB-
HA UPT Il > 40 Hr/mn Ha peTecTe. Bcem npoBeneHa notosas
npo6a cornacHo npuHsaTon cxeme [2, 18]. Y 8 (47%) us obene-
[OBaHHbIX, pe3ynbTaT NOTOBOM NPOO6bl Obl1 OTPULLATENBHbIM,
n anarHo3 MB uckodeH. B 2 (12%) cnydasax pesyabraTt noto-
BOM Npo6bl UMeN norpaHnyHble 3HaveHuns (60—80 mmonb/n),
Tpebywowmne AOMNONHUTENBHOrO 06cnefoBaHnsa. 3TUX AeTewn
B TeyeHWe rofga Habnogann B OTAENEHUM MYKOBMUCLMAO-
3a AFKB N2 13 um. H.®. dunatoBa (MockBa). MoBTOpPHbIE
nccnefoBaHWs NMOTOBOM KUAKOCTU HE BbISBUIM U3MEHEHUN,
XapaKTepHbIX A5 3aboneBaHuns, AMarHo3 Obll UCK/IHOYEH.
B 7 (41%) cnyyasax avarHo3 MB 6b11 NOATBEPKAEH.

B xopge uvccnegoBaHus BbiIB/IEHbI [BOE€ [JeTel C reHo-
Tunamn CFTRdele2,3 (21kb)/CFTRdele2,3 (21kb) w
F508del/L138insA, KOTopble He BOWAW B FPynny puUCKa
Nno HacneacTBEHHbIM 3aboneBaHusaM. MpUYNHOM 3TOro cTan
oTpuLaTeNbHbIA pPe3dynbTaT CKPUHUHIA — MOMOKUTENbHbIM
6blN TONbKO NEPBbIV U3 ABYX MOCNEeA0BaTENbHO NPOBEAEH-
HbIX TecToB (y ogHoro peéeHka NPT | 6bin paBeH 236 Hr/mA,
UPT Il — 12 Hr/mn; y BToporo — UPT | n UPT Il coctaBu-
oM 92 n 28 Hr/mn, COOTBETCTBEHHO). lepBomy pebeHKy
Ha MOMEHT NOCTAaHOBKM AMarHo3a mncnonHunca 1 rog 4 mec.
Mpn ocmoTpe Bpayvamu oTaeneHus MB macco-pocToBble
nokasaTtenu pebeHKka COOTBETCTBOBaAM BO3PACTHOM HOpMe,
B aHaMHe3e — HeO[JHOKpaTHble OCTpble pecnupaTopHble
MHOEKLUMN, XUPHBIA CTyN, rocnutanndauus ¢ noao3peHu-
€M Ha OCTPYI KMWLIEYHY HEMNpPOXOAMMOCTb. Pesynbratbl
uccneaoBaHMs MOTOBOM MKUAKOCTM OblIM MOMOMKMUTENbHbIE
(> 80 mmonb/n). B HacTosilee BpeMs pebeHOK HaxoamTcs
noa HabnwaeHnem B MockoBcKom LieHTpe MB. BTopon pebe-
HOK OblN BbISIBIEH HAMK Mo3)e. Ha MOMEHT 06Hapy*KeHUs
3aboneBaHua emy ucnonHunocb 2 roga 8 mec. Jo 1,5 nert
pebeHOK Habnwganca B AETCKOM MOMUKIMHUKE MO MecTy
¥uTenoctBa. B aHaMHe3e — peunanMBMpYOLWLMK OBCTPYK-
TUBHbIN BPOHXUT. [pUrnacuTb PoaMTENEN Ha KOHCYNbTaLMIO
n obcnegoBaHue pebeHka B LeHTp MB Ham He yaanocs, T.K.
cemMbsl pebeHKka nepeexana n3 MOCKBbl. TakuMm o6pas3om,
B 2008 r. n3 1260 HOBOPOMAEHHbIX C MEPBbIM MOMOXKMU-
TenbHbIM pesynbratoM MPT noBTopHbii UPT-TECT nmen nox-
HOOTpULATENbHbIM pe3ynbTaT B ABYX Ciaydyasix, 4TO COCTaB-
naet 0,16%. 310 noaTBEPKAAET TOT PaKT, 4TO onpeaeneHne
ypoBHA UPT B KpOBW HOBOPOXAEHHbIX B NepBble MecCsLbl
YU3HU 9BNSETCA BecbMa 4YyBCTBUTENbHbIM (85-90%) [14],
HO HecneundPUYHbIM MPU3HAKOM.

B MockBe 3a nepuog ¢ utoHa 2006 r. no okTa6pb 2010 1.
no nporpamMMme HeoHaTaNbHOr0 CKPWHWHIa 6bl10 06Cneno-
BaHO 552 342 HOBOpPOXKAEHHbIX (Tab. 2). Y 5364 (0,97%) us
HWX OblNI0 OTMEYEHO NoBbIlEeHKe ypoBHA MPT Ha nepBoM aTa-
ne ckpuHuHra (MPT | > 70 Hr/mn). [py NOBTOPHOM UCCEa0-
BaHWKU FUNEPTPUNCUHOreHeMns coxpaHsanacb y 905 (16,9%)
MnageHueB. Bce oHM 6binv npurnaweHbl B MOCKOBCKUM
ueHTp MB ana ganbHewnwero o6cneqoBaHns CornacHo npo-
TOKONY CKpUHKUHIa. OgHaKo Ha npoBeaeHne NoTOBOM NMpobbl
SBMUNOCH TONbKO 645 (71%) cemen. B 29% cnyvyaeB poautenu
no TeM WKW MHbIM MPUYMHAM OTKa3anucb OT AanbHENLIero
ob6cnegoBaHng, 4TO He MO3BOMMAO YTOYHWUTb YactoTy MB
B MockBe. 1o npeaBapuTefibHbiM AaHHbIM, YacToTa 3a6o-
nesaHusa no Mockee coctaBnsieT 1:10042 HOBOPOXKAEHHbIX
(cM. Tabn. 2). BepoaTtHo, UcTMHHas Yactota MB no MockBe
3HaYUTENbHO BbIle NPUBEAEHHON.
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”b'l"aTb CTaHOBHATbBCH J/ier4de

Cuctema Vest o6ecneuusaer:
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v Ctabunusaumio nam ynyyLueHme neroYHbIX yHKUmi
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RADIOMETER ¥ ANHA UHTEPHELUHN

3AO0 «unHa NHTepHewHN» - oduumanbHbin anctpubbiotop komnaHun RADIOMETER MEDICAL ApS

Peanuzauma KoHUenuuu
«HenpepbIiBHOrO HabnaeHUs 3a MnageHuem»:
TCM4 - TpaHckyTaHHaa MHOrokaHansHasi cuctema
ans namepeHust TcpO2 n TcpCO2 y HOBOPOXAEHHbIX.,

» CHuxaem nemarsnbHOCmMb HOBOPOXOeHHbIX Ha 20-30%
» Obecneqyusaem MeHOBEHHOE U HErNpepbIBHOE MoslyYeHue uHgopmauuu
» CHuxaem konu4yecmeo npob kposu mnadeHua, 0ns onpedenerHus pO2 u pCO2
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Ta6nuua 2. Pe3ynbrathl HEOHATaNlbHOMO CKPUHUHIA Ha MyKoBUCcLMA03 B MockBe B 20062008 rr.

XapakTepucTikm 2006 . 2007r. 2008 . 2009 . (mz:;z;'p o | Beero
:g;gg;jﬁgﬁﬂii’"””b'x 60 372 109 860 124772 125 772 101 566 552 342
MonoxutenbHbin NPT |, a6e. 563 729 1260 1374 1448 5364
MonoxutensHbit UPT Il, abce. 52 100 179 258 316 905
MpoBeaeH NoToBLIN TecT, % 67 71 72 72 71 70,6
[narHocTupoBaHHble cnydan MB, a6c. 5 15 7 17 10 54
YactoTa 1:12074 1:7324 1:17 824 1:7398 1:10 157 1:10228

lMpumevaHne. MB — mykoBucunaos; MPT — MMMYHOPEaKTUBHbIN TPUIMCHH.

MpK peTpoCcneKTUBHOM aHann3e AaHHbIX BbISCHUIOCH, YTO
3a Bpems NpoBeAeHns HeoHaTanbHOro CKpMHMHIa B MocKkBe
(c nioHa 2006 1.) B YeTbIpEX Cy4asx UMesT MecTo IOXKHOOTPHU-
LaTenbHbIA CKPUHUHT. [1IBoe AeTer 6bin BbIIBEHbI B X04€e
HacTosdLlero uccnegosaHma. Ewe asoum guvarHo3s MB 6bin
nocTaB/ieH B Bo3pacTe oT 6 Mec A0 2,8 NeT N0 KIMHUYECKOM
KapTMHe 3a60neBaHuUs, NOMOXKUTENbHOMY pe3y/bTaTy noTo-
BOro Tecta 1 aHanuay [IHK. B HacTosee BpeMs B OTAeNEeHUH
mMyKkoBucumgosa AMKB N2 13 um. H.d. dunatosa Habnto-
naetcs 54 pebeHka B Bo3pacTe oT 2 mec a0 4,5 nert, BbIsiB-
JIEHHbIX MO MporpaMMe HeoHaTaNbHOro0 CKPUHMUHIA C WUIOHS
2006 1. no okTaA6pb 2010 I.

3AK/TIIOMEHUE
OueHuBas 3OPEKTUBHOCTb HEOoHaTalbHOrO CKPUHUHIa
Ha MYKOBMUCLIM03, B O4EPEHOM pa3 NMpULLAK K BblBOLY, YTO
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