OPFTAHH3ALWA 3APABOOXPAHEHHA

P63yl1bTaTbl N nepcneKTnebl CKpUHUHra
HOBOPOXAOEHHbIX Ha MYKOBUCLIMAO3 B PaMKaX
NMPUOPUTETHOIo HaUMNOHAaJIbHOIO rNMPoeKTa

B.A.ToacToBa', 0.B.MymakoBa?®, H.U.KanpaHos', H.KO.Kawupckas', A.A.XoayHoBa?, E.B.AeHuceHkosa®

'Meguko-reHeTndeckuvi Hay4YHbivi UeHTp PAMH, MockBsa;

MuH3sapascoupassuTuss Poccuvickovi @epepauyuu;

LleHTp HeoHaTasIbHOIro CKpuHuHra rpu [etcko neuxvatpuydeckori 6onbHule Ne6, Mocksa

B cTtatbe nogpo6HO OCBELLEHO COBPEMEHHOE COCTOSIHNE BOMPOCAa O HEOHATANIbHOM CKPUHUHIE Ha MyKOBMCLMA03. B 60nbLUnH-
CTBE pPasBUTLIX CTPaH OH MPOBOAMUTCS YXe AABHO; pa3paboTaHbl NPOTOKOMbI, 3Tanbl U MEeToAbl 3TOr0 CKpUHUHra. B Haluen
CTpaHe MacCcoBbli HEOHATANbHbIA CKPUHWMHI HA MYKOBUCLIMAO3 BHEPEH B CyLLECTBYIOLLME NPOrpamMMbl CKPUHWMHIA HAacneacT-
BeHHbIX 3a6onesaHnii B 2007 r. B paMKax NMpYOPUTETHOIO HaLMOHANIbHOrO NpoeKTa «300P0BbEe».

Kntoyesble crioBa: HOBOPOXAEHHbIE, MyKOBUCUMAO3, HEOHATa IbHbIN CKPUHWNHI

Results and prospects of screening the neonate
for mucoviscidosis within the framework
of the priority national project

V.D.Tolstova', O.V.Chumakova? N.l.Kapranov', N.Yu.Kashirskaya', A.A.Khodunova’, E.V.Denisenkova®

'Medical Genetics Research Center, Russian Academy of Medical Sciences, Moscow;
2Ministry of Public Health and Social Development of the Russian Federation;
SCenter of Neonatal Screening, Children’s Psychiatric Hospital No 6, Moscow

The article dwells on the current state of the issue of neonatal screening for mucoviscidosis. In many developed countries it has
become common; protocols, stages and methods of such screening has been developed. In Russia, in 2007 mass neonatal
screening for mucoviscidosis was included in the current programs of screening for hereditary diseases within the framework

of the top-priority national project «Health».

Key words: neonate, mucoviscidosis, neonatal screening

o CHOBHas Leflb NporpamMm no MacCoBOMY CKPUHUHIY HOBO-
POXOEHHbIX Ha HacnefACTBEHHble 6O0fIe3HN — BbISBEHNE
3aboneBaHusa Ha OOKITMHNYECKOW CTauu U paHHee Hadvasno Tepa-
nun. NporpamMmbl MaccoBoro o6c¢niefioBaHns TpeByYOT OT 34paBo-
oxXpaHeHus 60JbLLUNX IKOHOMUYECKMX 3aTpaT, KOTopble B 06LLEero-
CyOapCTBEHHOM MacLuTabe KOMMEHCUPYIOTCS 3a CYET YMEHbLLe-
HUS vHBanuauaaumn. HecmoTps Ha 5-10-kKpaTHyl0 3KOHOMUYe-
CKYIO BbIrofly, OnpefesieHHyo rno pesynsrataM MHOMOYUCIEHHbIX
1ccnegoBaHunii, MaccoBoe o6cefloBaHNE HOBOPOXOEHHbIX AeTeN
OOCTYMHO TOMbKO B CTpaHax C pa3BUTbIM 3A4PaBOOXPaHEHVEM.
[MepBas nporpamMmma MaccoBoro o6crefoBaHUss HOBOPOXOEH-
HbIX 6bina Hadata B CLUA yxe 6onee 4eTBepTn Beka Hasag. 3a
npowlefliee BpemMs B pasHbIX CTpaHax CTann MCMonb30BaTbCs
nporpamMmbl Mo CKPUHUHIY 6onee Yem 10 HacnegcTBeHHbIX 601e3-
Hel. B pesynsrate 310ro 6bv 0TpaboTaHbl KpUTEPUM X Macco-
BOW OMarHOCTUKN 1 onpefeneH Kpyr 3a6oneBaHuin, CKPUHWHT B OT-
HOLLIEHMM KOTOPbIX ABMSETCA LenecoobpasHbiM. Mpu Bbibope 3a-
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6orneBaHUin AN HeoHATasIbHOro CKPUHWHIA, B COOTBETCTBUM C pe-
KoMeHJaumaMm BcemmpHor opraHnsanmm 30paBooXpaHeHunst, y4um-
ThIBAIOTCA Takne pakTopbl, Kak TSHKECTb MposiB/ieHns 3abornesa-
HWIA, YacToTa MX pacrpocTpaHeHus, a Takxe npocTtoTta u JOCTo-
BEPHOCTb NMPUMEHAEMbIX METOA0B AMarHOCTUKK, Hanmn4ne JocTyn-
HbIX 1 3PEKTUBHBIX CPEACTB NEYEHWS.

HecmoTps Ha TO, 4To MykoBmcLmao3 (MB) He MONHOCTLIO OTBe-
YaeT 3TUM TPeboBaHWAM, B OGOSLLUMHCTBE PasBUTLIX CTpaH OH
BKJTIOYEH B YMCIIO HAcnefCcTBEHHbIX 60Me3HeNn, noanexalumx He-
oHaTanbHOMY CKPUHWHIY (Tabn. 1).

MykoBUCUMA03 — TSHKeNoe MOHOreHHoe 3abornesaHune, Hacne-
Jyemoe Nno ayToCOMHO-peLiecCBHOMY Tury. B HacTosiLLiee Bpems
HacuuTbiBaeTca 6onee 1550 mMyTaumi reHa MyKOBUCUMOO3HOMO
TpaHcMeM6paHHoro perynstopa nposogumoct (MBTP), Bbinon-
HAOLLEro oyHKUMIO XJIOPHOro KaHamna. Yactota 3abonesaHus B
€BPOMNENCKMX CTpaHax coctaBnseT npumepHo 1 cnyyar Ha 3000
HOBOPOX[EHHbIX, NMPUYEM B pasHbIX PermoHax B 3aBUCUMOCTU OT
3THUYECKOM MNPUHAAJSIEXHOCTM HaceNeHUss OTMevatoTc 3Hauu-
TeslbHble KonebaHna 4acToTbl U reTepOreHHOCTb No Havboree Yva-
CTO BCTpevaroLLmMmes MyTaumuam 3Toro rena [1] (taén. 2).

Knaccuyeckuin MB xapaktepuayeTcs TsXesbIM Nporpeccupyto-
LM TEYEHMEM C MOPaKEHNEM IK3OKPUHHBIX XKenes3 BCeX XXUSHEH-
HO BaXKHbIX OpraHoB. B 3aBMCMMOCTI OT TVNa HacnegyeMbIx MyTa-
umii reHa MBTP, B anuTenuarnbHbIX KreTkax HapyLlaeTcs TpaHc-
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HauvoHanbHas nporpamMma
MO CKPUHMHTY

HoBas 3enaHgus
LLoTnanaus
Yanbc

®paHuus

HaHus

AscTpus

Poccus ¢ 2007 r.

Ta6nmua 1. CTpaHbl, B KOTOPbIX MPOBOAUTCS MacCOBbIV CKPUHUHT
HOBOPOXAEHHbIX Ha MYKOBUCLMAO3

PervoHanbHas nporpavMma
MO CKPUHMHTY

CLLA
AscTpanus
Wranus

McnaHus
Benbrus

AHrnmns
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3anapgHas Yexus

cKpuHuHra B EBpone (2007 r.)
CrpaHa

3anapgHas Yexus
Benukobputanus
Wranus

AscTpus
McnaHus
OpaHums
Monblua
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Tabnuua 2. YacTtoTta MyKoBUCLMAO3a MO AAHHbIM HeOoHaTaJibHOro

Yactota BCTPe4aeMOoCT Ha KONNYeCTBO HOBOPOXAEHHBIX

1:9100
1:2700-1 : 2850
1:2500-1 : 5200

1:3500
1:4000-1 : 10500

1:4700

1:5000

Tabnuua 3. Cxembl HeoHaTanbHOro cKpuHuHra Ha MB, npumeHse-
Mble B pa3HbIX CTpaHax
NPT - ToToBbii Wranus
TecT
NPT - [HK - [lotoBbIN - Yanbe, Yexus
TecT
NPT - NPT2 -~ [lotoBbIN - Vpnangus, Utanus,
Tect Asctpus, Poceus
NPT - [HK - [lotoBbIN - Benukobputanms,
NPT2 TecTt Wrtanus, cnanus
NPT - NPT2 - [OHK - Wranus
[oToBbIN
TecT
WPT - TotoBbiA - OHK - Wranus
TecT
NPT - OHK - NPT2 - [otoBbin  ®paHuws, MonbLua,
Tect Benuko6putarus

NopT X/10pa 1 HATPUS, YTO BEET, B CBOK O4epefp, K CryLLIEHUIO ce-
KpeTa BblpabaTtbiBaemMoro xenesamu. KnvHM4eckn a1o npossns-
€TCA pa3BUTVEM XPOHUYECKOrO NopaXKeHns 6POHXONEero4Homn cuc-
TeMbl, XPOHNYECKOM NaHKpeaTU4eCcKon He[oCTaToO4HOCTBLIO C Hapy-
LLIeHVeM rnepesapuBaHns B KULLIEYHUKE XUPOB 1 6enKoB, Aeduum-
TOM B OpraH13me X1popacTBOp1MbIX BUTamMmHOB (A, D, E, K), cuH-
OpOMOM XxonecTtasa ¢ nocnegyowmm passutneM y 20% 605bHbIX
Lmppo3sa rneveHn, azoocrnepMment y 97% 605bHbIX My>XCKOro rona,
CHWKEHNEM (PepTUNBEHOCTU Y XXEHLLMH, & TakxXe LiefbIM PSAoM oc-
JIOXKHEHWI, CYLLECTBEHHO YTSXEeNaoLmxX TedeHue 6onesHn [2].
lMpn OTCYTCTBMM CBOEBPEMEHHOIO KOMIMSIEKCHOMO JleYeHus ne-
TanbHbIM UCXOL O6OMbLUMHCTBA OOMbHLIX HaCTyrnaeT B Mepsble
10-15 net xu3Hu, npn aToM B 90% criy4Haes NpuyMHON CMepTU AB-
nAeTca Nlero4Ho-cepaeyHasl He[oCcTaTo4HOCTb. [1o3TOMy NPOrHo3
3a60neBaHya BO MHOTOM 3aBUCUT OT yCrexa CBOEBPEMEHHO Hava-
TOW afieKBaTHOM Tepanun XpPOHUYECKON MHMEKLMN BPOHXONeroy-
HOW CUCTEMBI.

MpoToKonbl NporpaMmM MO CKPUHMUHIY.
Otanbl. MeToabi

MB B HeoHaTasnbHOM nepuofe 3a4acTyto NPOTEKaeT 6e3 xapak-
TEPHbIX CUMMTOMOB, AaXe NPy AanbHENLeM TSXeSIoM TeYeHUn
605e3Hu, B CBSI3N C 9TUM O6HapYXXeHHoe B 70-e rofbl NoBbILLEHNE
YPOBHSI UMMyHOpeakTusHoro TpuncuHa (MPT) B nnasme Kposwu
605bHbIX MB nocny>Xuno Ton4koM K Havasny MaccoBOro CKPUHMH-
ra HoBopoXxaeHHbIX [3]. B HacTosLee BpeMs B MMpe HacUUTbIBa-
eTcs OKoMo 15 BapnaHToB MporpaMm no CKPUHUHIY HOBOPOXKAEH-
HbIX, BKITHOHaIoLLMX OT 2 A0 4 rnocsiefoBaTesibHbIX 3Tarnos o6cneno-
BaHus (Tabn. 3). MNMepBbiM 3TANOM BO BCEX MPOTOKOMax ABMSETCH
onpepgernieHe UMMyHOPEAKTUBHOIO TPUMNCUHA B BbICYLLIEHHOM MAT-
He KpoBU HOBOPOXAEHHOrO. MoBbLILLEHNE B NEPBYIO HEOEo Xn3-
HM B Kposu VIPT aBnsieTca Becbma HyBCTBUTENBHBIM (85—90%), HO
He cneumndunYHbLIM NMPU3HAKOM. o3TOMY 06513aTeNbHO HY>XXEeH BTO-
pow aTan o6cnefoBaHns, NO3BONSAOLLIMIN UCKITIOYUTL 300POBLIX fe-
Ten. PaHbLue B 60MbLUMHCTBE MPOTOKOSIOB MOBTOPHO MPOBOAMIICA
TecT Ha VIPT Ha 3—4-11 Hen xu3Hu [4]. OgHako ¢ 1989 r., koraa 6bin
naeHTuunumposaH reH MB, B ka4ecTBe BTOPOro arana CKpyHUHra
cTanu W1poKo mcnonb3osate AHK anarHoctuky, 4To npusesno K

NOBbILLEHUIO YyBCTBUTENBHOCTU A0 91%. MNpeumyLlecTBa aHanu-
3a [IHK cocToAT B TOM, 4YTO €ro MOXHO MPOBECTU, UCMOMb3Ys NAT-
HO kpoBw (3a4acTyto TecTbl Ha IPT n AHK BbINONHAIOTCA B OQHON
naéopaTtopum), U OH OAET MOJNIOXKMUTESNbHBIA Pe3ynsTaTr ¢ UOEHTU-
doukaumen ogHom unm asyx mytaumm reHa MB, BO BCAKOM criyyae,
B Tex CTpaHax, rae onpepensetca 93-95% myTtaumnin. B psage espo-
NENCKNX LEHTPOB oOnpedensioT Hamboree 4vacTyt MyTauuio
delF508, HO B OCHOBHOM 3TO NaHerns Ha 31 MyTaumio MyKOBUCLIM-
JO3HOro TpaHcMmembpaHHoro perynstopa (MBTP). Peaynsratsl
CKPVHUHIOBOW MporpamMmMbl B amepukaHckoM Litate MaccadvyceTc
nokasanu, 4YTo yBenMyeHne Konn4ecTtsa onpegensemMbiX MyTauuin
He Bcerga npyBOAMUT K YBENIMHYEHUIO YMCIa BbISBMEHHbIX 60SIbHbIX,
HO CyLLECTBEHHO MOBbILLIAET pacrno3HaBaHne HocuTenen MyTauun
reHa MB [5]. MNoTteHumnaneHbIi HegocTaTtok OHK-guarHocTvkm, B
Ka4yecTBe BTOPOro arana CKpUHWHIA, 3TO BbISBIIEHME reTepo3nroT-
HbIX HOCUTENEN, YTO BreYeT 3a CO60M HEOOXOONMOCTb UX FEHETU-
YECKOro KOHCYNBTUPOBAHUA U PSAL STUHECKUX NPOBeM, TakMX Kak
OLLlyLLIEHWE COOCTBEHHOW HEMOJHOLIEHHOCTU [6]. DTnyeckue Bon-
POCbI ABNAOTCSA OOHON U3 MPUYMH TOMO, YTO HE MOSTy4YUIIv LLMPOKO-
ro pacnpocTpaHeHms NpPorpaMMbl MOMyAALMOHHOIO CKPUHUHIA [7].
B 60nbLUMHCTBE NPOTOKOSIOB HEOHATASIbHOrO CKPUHMHIA B Ka4eCT-
Be OJHOro U3 noATBepXAaroLUmMxX 3TaroB UCMOMb3yeTcs noToBas
npob6a — 30510TOW CTaH#apPT MPWXKU3HEHHOM AmarHoctukn MB.
Ocoboe 3HayeHve MOTOBbIA TECT NMPUOBPETAET B ClyyYae HEWH-
dopmatmsHocTn AHK-gnarHoctvkm [8].

CKPMHHHT Ha mykoBucuupo3 B Poccuu. NMpotokon

HecmoTps Ha CyLLleCTBEHHbIe OOCTVXKEHUA B JIeYEeHUU MYKO-
Bucumaosa B P®, guarHoctmuka 3aboneBaHus BCE eLle OCTaeTcs
He Ha [JOMKHOM ypoBHe. Mo AaHHbIM POCCUIACKOrO LieHTpa MyKo-
BMCLIMA03a, B KOTOPOM HabnofatoTes ety Ao 18 net, Bo3pacT, B
KOTOPOM BrepBble Obl1 YCTaHOBSIEH AMarHO3 MyKOBMCLMO03a, B
cpegHem no Poccum coctasmn 30,3 mec, no Mockse — 23 mec, To-
roa Kak B ctpaHax 3anagHov Esponbl u CeBepHoOn AMEpPUKM 3TOT
nokasaresnb pasHseTca 11 mec. Npu passuTUM y 60MbLUMHCTBA
6OMbHbIX KITMHUYECKOW KapTuHbl 3a605IeBaHNS yXe Ha nepBoM
rofy >XM3HW OMarHo3 B 9TOM BO3pacTe yCTaHaBMBasiCA TOMbKO
y TPETU N3 HUX.

C 2006 r. B psge perMoHoB, a ¢ nepsoro sHeaps 2007 r. BO BCeX
cybbekTax P® B paMKax HaUMOHasIbHOrO NMPUOPUTETHOrO MPoeKTa
«300poBbE» BHEOPEH MAaCCOBbIi CKPUHUHI HOBOPOXAEHHbIX Ha
MyKoBMCUMA03. Kak npasuio, CKpyHWHT Ha MB nHTerpupyeTtcsa B
y>Xe CyLLIeCTBYIOLLME CKPUHMHIOBbLIE Mporpammebl. Tak, 1 B HalLewn
ctpaHe MB, Hapsagy ¢ heHUNKETOHYpUEN, ranakTo3emMmen, rmno-
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AHanus kposu Ha NPT
(noHoLWeHHble — 4-5-11 AeHb, HEAOHOLIEHHbIE — 7—8-1 AEHb)

—>» WPT < 70 Hr/mMn — HopMa
Y

WPT > 70 Hr/mn

> UPT < 40 Hr/mMn — Hopma

Y
| WPT > 40 Hr/mn |—>| MoToBas npoba |

~ v T

[MorpaHnyHas
60-80 ymonb/n

| Petect UPT — 21-28-1 ieHb |

MonoxwuTensHas
> 80 MMonb/n
Nanoduct, Macroduct

OtpuuatensHas
< 60 Mmonb/n

2 MyTaLum

HabntogeHue no M/
Koncynetaums 8 1 rog

Ha6niogexue B ueHTpe MB,
OnacTa3a 1, NOBTOPHbIE NOTOBbIE NPO6bI

[OHK-aHanu3 1 MyTaums

MB

Puc. 1. Anroputm HeoHaTanbHOro CKPWUHMHra Ha MyKOBUCLMAO3
B Poccun.

TMPEO30M U apEeHOrEHNTASTbHBIM CUHOPOMOM, 6bIST BKITHOYEH B Mne-
peyeHb HacneACTBEHHbIX 3aboneBaHnin, nopsexatumx oéasaress-
HOMY HeoHaTanbHOMy CKPWHUWHrY. [poToKon cKkpuHuHra Ha MB
BKIovaeT 4 atana: NPT, nosTopHbii NPT, notosbi TecT 1 AHK-
OVarHOCTUKY, NMPUYem TOMbKO MepBble TPU ABMSAIOTCA 0ba3aTerb-
HbIMK (puc. 1).

leHeTnyeckoe obcnenosaHne B PO npoBoauTCs TOMLKO B pafe
pervoHoB. [OCTYMHOCTb ero orpaHnyeHa BbICOKOW CTOMMOCTLIO
aHanmaa (Hanpumep, 2200 py6 3a 23 myTaummn reHa MBTP, uTto co-
ctaBnset 70-75% OT 06LUero 4vcrna MyTaHTHbIX annenen reHa
MBTP, BcTpeyvatoLmxcs y 6onbHbIXx MB Poccun).

Ha nepsom 3Tane, kKak 1 BO BCEM MUPE, ONpeaenseTcs ypoBeHb
WVPT B cyxoM nsiTHe KPOBM HOBOPOXAEHHOro. AHanua 6epeTcs Ha
4-5-N AeHb Y OOHOLLEHHbIX W Ha 7—8-11 AeHb Y HEJOHOLLEHHbIX HO-
BOPOXAEHHbIX. [MoporoBbiM sBnsieTcs ypoBeHb WPT 70 Hr/mn,
rnokasarenu, npesbiLlaloLLmne ero, CHUTAOTCSA NMONOXUTENBHBIMU.
B Takmx cnyvasx 6epeTtcs MoBTOpHbIN aHanu3 Ha UPT (UPT2)
Ha 21-28- pgeHb Xun3Hu. Pogutenen o6bIMHO MHMOPMUPYIOT O
TOM, 4TO pebeHOK romnasn B rpynmny pucka no MB. Bo MHorux espo-

Puc. 2. MoToBbIN aHanusaTtop anqa ob6cnenoBaHus HOBOPOXOEHHbIX.

NENCKNX CKPUHMHIOBBIX LIEHTPaxX MpeanovvTatoT He MHAopMmpo-
BaTb poAuTENEN Ha 3TOM 3Tare CKPUHUHIa O pucke 3abornesaHus,
MOBTOPHbIN aHanu3 6epeTcs Nog NPepsiorom HeyaasLLerocs nep-
Boro TecTa [1]. Hopma gna NPT2 coctaenset 40 Hr/mn. MNpoueny-
pa B3aTKs aHanm3oB Ha VIPT Bo3naraeTcs Ha MeQuMLIMHCKOE yype-
XXOEHWNE, B KOTOPOM HaxoamTcsl pebeHoK B AeKPeTUPOBaHHbIE CPO-
KW (POOWIbHBIN OM, OTAENEeHNe NaTonornm HOBOPOXXAEHHbIX, MO-
nmknuHuka). K camomy o6pasLy KpoBW NpedbsBnstoTcs CTporne
TpeboBaHus, Npn HeCOBNOAEHUN KOTOPbLIX OH BYAET He NpUrofdeH
Onsa aHannsa. Hanbonee BaXKHbIMU U3 HUX ABAAIOTCA [OCTATOYHbIN
pa3mMep MATEH KPOBWU C XOPOLLUMM MPONUTLIBAHWEM CreLuanbHOro
6naHka, npasunbHoOe 3arofiHeHNe OOKYMEHTaUMn N CBOEBPEMEH-
Has Kypbepckas focTaBka. He paspeluaeTtcs B3ATHe 06pasLoB B
OOVH OeHb ¢ BakumHauven BLDK. B eBponenckmx ctpaHax 41crio
HenpurogHbIX Ans aHanuaa 611aHKoB C NATHAMW KPOBU COCTaBnsA-
eT B cpegHem 1% [1].

Mpu NPT2, npesbiwatoiem 40 Hr/mn, pebeHoK HanpasnseTcs
B pernoHarnbHbIn ueHTp MB nnu B yupexpeHuve, obenepytoLlee fe-
Ten ¢ nogo3penHveM Ha MB, ansa npoeefeHus NoToBow nNpoobel. [o-
TOBasi Mpoba — KIH4YEBOM KOMMOHEHT MPOTOKOMA CKPUHMHIa Ha
MB. CornacHo pekomeHgauum Accoumaummn KIMHNYECKNX BUoXU-
MUKOB BennkobputaHum B KaXaoM LieHTpe, oTBevaloLemM 3a auar-
HocTuKy MB, [OMKHO NPOBOAUTLCA MUHUMYM 50 NOTOBLIX NPO6 B
rof Ana nofaepXkaHus onbita Ha onpefesieHHoM yposHe. B HacTo-
filLiee BpeMs B 6OMbLUMHCTBE eBPOMNENCKUX LIEHTPOB A1 NOATBEp-
XKOEHUA AMarHo3a Ucrosb3yoT onpefeneHne KoHUEeHTpauum Xio-
pVAOB B MOTE 6UOXMMUYECKUM METOAOM («30510TOM CTaHAapT» Au-
arHocTukn MB — meTop, M'6coHa-Kyka). OgHako Lumpokoe npvme-
HeHVie HaxofAT M HerpsiMble annapaTtHble MeToAbl OrnpefeneHns
XJIOPVOOB MoTa — MO 3MEKTPUHECKOWN NPOBOANMOCTW.

B P® 3apervctprpoBaHbl 1 yCneLHo NPUMEHSIOTCA ABe CUCTe-
Mbl 419 aHanusa nposogumocTy nota. OgHa u3 HUX — cuctema
Ona coéopa 1 aHanusa rnorta B KOMreKce ¢ NoToBbIM aHanMaarto-
POM MO3BONSIET MPOBECTU UCCNefoBaHMe BHe nabopaTopHbIX Y-
10BUI, Bpems coopa rnota coctasnseT 30 MUH, YCNeLLHO NPUMeHs-
eTcs y AeTen ¢ nepBbiX MecsueB xu3Hu. CreupansHo ansa obene-
[0BaHVA HOBOPOXEHHbIX ObIT padpaboTaH apyrov annapat, 06b-
eVHSAILLMIN B cebe cucTemMy i1 CTUMYmSALMA NoTOOTAENEHNS Ny-
TeMm anekTpodopesa 0,1% nunokapnvHa u aHanna3aTop NpoBOAU-
MocTn nota (puc. 2). Brnarogaps MWHVMManNbHOMY KONMYECTBY
HeobxoOuMOoW Ansi Tecta NOTOBOWM XWOKOCTU, BCEro 3—6 MK,
3TOT annapaT He3aMeHUM Npu 06criefoBaHNM HOBOPOXAEHHBIX B
pamMKax MaccoBOro CKpUHWHra. BaxHO MOMHWUTL, 4TO MpoBOAU-
MOCTb NnoTa ornpenenseTcs COBOKYMHOCTLIO BCEX MOHOB, NPUCYT-
CTBYIOLLIMX B MOTOBOW XWUOKOCTU (Kanuii, HaTpWK, Xnop, bukap6o-
HaT, aMMOHWI 1 Ap.), U NOMNYYEHHbIV pe3ynbTaT NpeBbILaeT 1c-
TUHHYIO KOHLEHTPALMIO XITOPMAOB HATPUA 1 Kanua NpUMepHO Ha
15-20 Mmonb/n. Takum 06pa3oM, NONOXKUTENBHBIMU CHATAKOTCA
pe3ynbraThl Beiwe 80 MMonk/n, a nokasareny 60-80 mmonb/n —
norpaHnYHbIMK, MeHee 60 MMOMb/N — oTpULAaTENbHBIMMW.

Mpn oTpuuaTensHOM peaynbTaTe MOTOBOM Mpo6bl (MeHee
40 mmonb/n Npu knaccnyeckom metofe MmocoHa-Kyka n meHee
60 mmonb/n Npu paboTe € MOTOBbIMW aHann3aTopammn) pebeHoK
B TEYEHWe MepBoro rofa >XM3HW HabnoaaeTcs Nno MecTy Xu-
TenbCTBa C AMAarHo30M «HeoHaTasnbHasf rUnepTpUncUHoreHe-
MUsi» OS5 UICKIIOYEHNS CrlyYaeBs rmnogmMarHocTuku. B cnyyae no-
rpaHn4HbIX pe3ynbTaToB NoTosoro tecta (40—-60 mmonb/n — M6-
CoH-Kyk n 60—-80 MMOnb/N — NOTOBblE @HANM3aTopbl) NOTOBYHO
npo6y cnenyeT NOBTOPUTBL, a Takxe nposectn AHK-gmarHocTu-

(1]
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Ky. [py nonoxuTensHoM pesysisTate NoTOBOW Mpobbl, @ Takxe
npu obHapy>xeHnn mytauuii rena MBTP (mpu norpaHu4Hom pe-
3yneTarte NoToBow Npobbl) pebeHKy cTaBuTcs guarHo3 MB. B co-
MHUTESbHbLIX CryYasx MOryT NoMo4b AOMOMHUTESNIbHbIE METOAbI
obcrnefoBaHuns (aHanu3 Kana Ha naHkpeartuyeckyto anacrasy 1,
MUKPOCKOMUYECKOE KOMPOSIOrnMYecKoe nccrnefoBaHne, KoMmbio-
TepHaa TomMorpadua unuM peHTreHorpadus opraHos rpyaHoOWn
KNeTkun, MoceB Ma3ka 13 3eBa).

MocTtaHoBka anarHo3a MB, paBHO Kak v npurnalleHue cembu
AN NpoBefeHns NOTOBOW NPOo6bI MOCIEe MONOXUTESbHLIX TECTOB
Ha VIPT, aBngeTca 60MbLUOM MCUXONOrnMYeckon npobremMon ans
poauTener, 0CO6EHHO KOrga 3TO KacaeTcsl HOBOPOXAEHHbIX 6e3
KITMHUYECKUX MposBReHnin 3abonesaHuns. B ctpaHax, roe ckpu-
HWHI HOBOPOXAEHHLIX MPOBOAUTCA B TEYEHUE HECKOSIbKWX NeT,
npouenypa CoobLLEeHUsA pesysibTaToB 06CnefoBaHna poauTensam
oTpaboTaHa o Meno4vein. Mbl cuntaem 3Ty TakTVKy onpasgaHHoOM
1 PEKOMEHAYEM ee BHepeHVe B permoHasbHbIx LeHTpax MB. Kak
nopgyepkuneaeTcs B EBponenckom KOHCeHcyce no AnarHocTuke u
nedyeHutio MB, nogpo6Hble U wWagsauwme o6bACHEHUS AuarHosa
crnefyeT fasatb B MPUCYTCTBUM 060UX poauTenem, akLeHTUpYs
BHMMaHME Ha CYLLIECTBEHHOE YIyHlleHne MporHosa, ycreLuHbIX
pa3paboTKax HOBbIX METOOOB Jie4eHusi, HEOOXOQMMOCTU [nn-
TeNbHOr0 aKTMBHOIO AMCMaHCEepPHOro HabsofeHns y cneunanm-
CTOB PEernmoHanbHoro (MexpernoHanbHoro) ueHtpa MB. Kpowme
TOro, He peKoMeHfyeTca coobLlaTb 0 NOATBEPXKAEHUN AnarHosa
MB ceMbe HakaHyHe BbIXOOHbIX MW NpasfgHu4HbIX gHer. Cnegy-
€T NpefocTaBnUTb HOMepa TeneOoHOB, MO KOTOPLIM MOXHO 06pa-
TUTLCA POAUTENAM NPU NX 6ECNOKONCTBE U/MNN IKCTPEHHOM CUTY-
auun. B TeyeHne nepBbIX AHEN C MOMEHTa YCTaHOBKM AvarHosa
pebeHOK [omKeH ObITb 06CnefoBaH A5 OLEHKN O6LLEero cocTos-
HWA 1 TSHXKECTW 3a60neBaHns, Nocre Yero HeO6XoANMO Ha3HauUTb
neYeHve n gatb 3aknoyeHre 06 nHeanupHoctn. Ocoboe BHMMA-
HWE HYXHO yaenuTb 06pa3oBaHmio YreHOB ceMbl 60nbHOro MB,
B TOM 4MCIE C MOMOLLLI0 MHAOPMALIMOHHOM NUTepaTtypsbl, BUOEO-
mMatepuanos. O6pasoBarenbHas NporpaMma JOrKHa Ha4MHATLCS
C nogpo6HOro 06CyxaeHns 3aboneBaHns, BKIOYas naTtogunano-
JIOTMI0 BOBJIEYEHHbIX OPraHoB, OCMOXHEHWS, 060CHOBaHWe Tepa-
MK, FEHETUYECKNE MEXaHN3MbI U NMPOrHO3 B acrnekTe BO3MOXHbIX
BapnaHTOB TEYEHWUs1 U BbDKMBAEMOCTU. [Ns nony4eHns [ornonHu-
TenbHON NHdOpMaLMK CrieflyeT COO6LLMUTL poauTensaM agpeca co-
OTBETCTBYIOLLNX WHTEPHET-CaNTOB, OOHOBPEMEHHO 3aBepuB KX,
YTO creumanucTbl 6yayT roTosbl U B OyayLLEeM OTBETUTb Ha Nto-
6ble BONpPoCkl. O4eHb BaXHO NMOAYEPKMBATL FOTOBHOCTb COTPYA-
HWKOB LeHTpa MB npuiiT Ha NOMOLLb U X [OCTYMHOCTb AJ151 KOH-
TakToB. CTpaTernio Tepanum Hy>XHO OO6BACHATb B OMTUMUCTUYHON
MaHepe, nog4vepKkmBeas ycrex B npefoTepaLleHnn Unm, Kak MUHK-
MyM, 3aMefsieHUn PasBUTUSI OCIIOXXHEHUN. Takxe HeobxoaMMOo
o6CcyauTb B OCTYMHOM hopMe TeKyLLme 1 ByayLLme HanpasieHns
Hay4HbIX UCCrefoBaHW, YTO NOMOraeT MOBbICUTL MOTMBALMIO U
BCensaeT Hapexnay. B page cnyvaes poguTtensaMm MOXeT notpedo-
BaTbCA KOHCYynbTauus ncuxosora. YneHam cemen 6onbHbIx MB
crnefnyeT NpeanoXutb 06paTUTLCA B FEHETUYECKYHO Cnyxoy. Mo-
KasaHo rnposefeHre NoToBbIX NPob y CUOCOB.

Mnax Ha6moaeHus 3a 60NbHbIMU
Ha NepBOM roay XwU3HU

[ns KoHTpons 3a cocTtosiHveM 6onbHoro MB, B TOM vucne 3a
HOBOPOXAEHHLIMU 6€3 KITMHUYECKMX NPOSIBIIEHN 3abofieBaHus,

Heob6XoaMMO peryrnspHoe HabriofeHne crieumanMcTaMm LieHTpa
MB. lNo Hawemy MHeHWto, OCMOTPbI JOMKHbI MPOBOAUTLCA KaX-
Able 2 Hefl fO 3 MeC XU3HU pebeHKa, faree exemMecs4Ho [0 nony-
rofa, kaxmble 2 Mmec ¢ rnonyrofa fo 1 roga v pganee exeksaprasb-
Ho. lMpwn ycrnoBum MonHOro KOMMJIeKCHOro o6crnefosaHnsa pebeHka
B YCIOBUSAX CTaumoHapa wnn ambynatopHoro ueHtpa MB cpasy
nocre NnoATBePXAEHNA AnarHo3a, B TeHeHve nocneyoLmx mecs-
LeB, 0CO6EHHO BaXXHO AMHaAMU4YecKoe HabniogeHne 3a npvbaBKon
Macchbl Tena, pesynsratamm KOnponorm4eckoro ncecnegosaHns (He
MeHee 1 pasa B Mecsl o 1 roga), nokasarensiMmn naHkpeatuye-
CKoM anactasbl 1 B CTyne (kaxgble Monroga npyu M3HadanbHbIX
HOPMasibHbIX 3Ha4YeHWsIX), POCTOM MMKPOGIOpbI B NOCEBE Ma3ka
N3 POTOITNOTKM U KIIMHUYECKMM aHann3om kposu (1 pas B 3 mMec).
B cnyyae pa3sutns 060CTpeHms 6POHXO-NEro4HOro rnpolecca nnm
OTCYTCTBUSA XXEaeMoro KOHTpons Hag cuMnTomamu 3aéonesaHns
MOXET noTpeboBaTbCs H6osee rnybokoe 06CcnefoBaHme (PEHTreHo-
rpadonHeckoe MCCnefoBaHne Nerknux Wim KoMrbloTepHas TOMO-
rpadousa, nunugorpaMmMa Kana, GMOXMMUYECKU aHanma KpoBsM,
npoTenHorpamMma v ap.).

MNMnaH neyeHms

JleveHne pebeHka, 60nbHOro MB, HY>XHO Ha4MHaTbL He3amen-
NMTENbHO C MOMEHTa yCTaHoBNeHNa anarHo3a. O6bem Tepanum
3aBMCUT OT KIIMHMYECKUX NPOSIBNEHUA 1 pe3ynbTatoB nabopa-
TOPHbIX U MHCTPYMEHTalbHbIX METORoB obcnefosanus. Y 97%
60nbHbIX MB nepBble KNMHUYECKNE MPOSIBIEHUS BO3HUKAKOT Ha
NnepBoM rofy >XU3HW U, Kak npasuso, B nepeble mecsupbl. A Mo
banHbim C.Verhaeghe et al. u3 benbrun, B N1ero4Hom TkaHm no-
JoB ¢ MB oTMe4eHO JOCTOBEPHOE MOBbILLEHVE YPOBHS NpOBOCHa-
NnTeNbHbIX 6EMKOB, YTO FOBOPUT O PaHHEM Hayarne BocrnanuTesb-
HbIX MPOLECCOB, MPeALLECTBYHOLLMX Pa3BUTUIO NHAEKLMK [9].

Bcem HOBOPOXAEHHBIM U AETAM MEPBbIX MECALEB XU3HU C
MB nokasaHo paHHee Ha4ano KuHesutepanuu, He3aBnucuMo OT
TOro, €CTb NN Yy HUX MPU3HAKM OBPOHXONErOYHOro MOPaKeHUs
unu Het. Y rpyaHbIX OeTen NpYMeHsieTcs naccyBHas TeXHWKa
KWHe3nTepanuu, BKOYaoLwas TepaneBTu4eckmne MosioKeHus,
KOHTaKTHOE [bIXaHue, Nerkyl Bubpauuio, MornaxusaHus, a
TakKxe 3aHATMA Ha MsAYe. Ha 3Tom 3Tane o4YeHb BaXXEeH TECHbIN
KOHTaKT C pebeHKOM, BCE 3aHATUA OOSKHbI ObITb MPUSATHBLI Ma-
nbiwy. Y getein ¢ ManevwiMmMm cuMntToMamMmm 6poHxXmnarnsHon 06-
CTPYKLMWN KMHE3UTepanus NprYMeHsieTca B KOMMIIEKCe C MYKO-
NMTUYECKUMK mpenapatamv n 6poHxogunatatopamu. Ha Haw
B3rnag, onpaBgaHO paHHee Ha3HadyeHuve [opHasbl-anbga B
CBfI3M C TeM, YTO Yy 3TOro npenapara Hapsgy C XOpOLLUMM MYKO-
NUTUYECKUM BbIPAXEHO MNPOTMBOBOCNANUTENbHOE [AENCTBME,
NPOSBAAIOLLEECH B CHUXXEHUM B OPOHX0ASIbBEONAPHOM XUOKO-
CTW MapkepoB BocnaneHus (HevTpodunbHas anactasa, WJ1-8).
C nepBbiX MecsUEB XU3HW A5 UHraNsauMoOHHON MyKOnIUTUYe-
CKOW Tepannm MOXHO LUMPOKO MPUMEHATb (PU3MONOrNYECKUI
pacTBOp Xnopuaa HaTpus.

Bcem HoBopoxeHHbIM ¢ MB, nmerowmm KnvHn4eckue nposie-
NEHNA KULLEYHOro cuHapoma (49%) nnu H13kue nokasarenu doe-
KanbHOW anacTtasdbl 1 (aKTMBHOCTb MOXET MEHATbCH B TeYeHue
MepBOro roda >KW3HW), nokasaHa 3amecTuTeNbHas Tepanus MuK-
pochepnyecknMmn naHkpeaTn4eckumm epmMmeHTaMm nog, KOHTPo-
NeM Komporpammbl, 4acToTbl U XapakTepa CTyna, eXemMecsyHON
npuéasku maccel Tena. O6a3aTenbHbIM SBNSETCA HA3HA4YEHNE XK-
popacTBOpVMbIX BUTaMMHOB [10].
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Pe3ynbTaTbl MACCOBOIr0 CKPUHMHIrA
no Poccuu m r. MockBe

Mo paHHeIM M3 1 CP P® ¢ 1 aHBaps no 31 oktsa6psa 2007 r. 06-
cneposaHo 1 035 604 HoOBOpOXAEHHbIX. Mo JaHHbIM, MOSyYeH-
HbIM 13 Bcex pernoHoB PO, BbisieneHo 105 cny4vaes MB. Npegga-
putenbHas YactoTa 3abornesaHusa no Poccun coctasnsaeT 1 : 9863
HOBOPOXAEHHbIX. CrnefyeT 0TMETUTb, YTO eLle He BCeM AEeTAM C
MOBTOPHBLIMW BbICOKUMU 3HadeHusMuU VIPT nposefeHbl NoToBble
npoo6bl, T.K. MO pasHbIM MpUYMHAM POOUTENN OTKa3blBalOTCA OT
3TOro uccrnefosaHuns. Takum ob6pasom, UCTUHHasS Yactota MB B
Poccum 6ygeT Bbille yKasaHHOro 3HadeHusi. C y4eTomM AaHHbIX,
Nony4YeHHbIX U3 pasdHbIX CyobekToB PD, MOXHO yTBEpPXAaTh, YTO
M 9Ta 4actoTa 6ydeT 3Ha4YUTeNnbHO BapbMpOBaTb MO PervoHam
(Tabn. 4) .

B Mockse ¢ utoHs 2006 no oktab6pb 2007 roga o6cnefoBaHo
158 Tbica4 HoBopoXAeHHbIX. 3 990 pmetent ¢ PT1 > 70 Hr/mn
y 161 pebeHka oTMevancs nonoxurenbHeln petect (MPT2 >
40 Hr/mn). Ons npoeedeHnst MOTOBOW Npobbl B MOCKOBCKMI LIEHTP
MB o6patunock Tonbko 90 cemen. Mbl CTONKHYNUCE C 6OMbLUNM
YMCIIOM OTKa30B poauTener oT o6crnefoBaHnsa. Hacto HexenaHe
poob6cnenosatb pebeHka CBA3aHO C OTCYTCTBMEM KITMHUYECKMX
CUMNTOMOB 3a6onesaHus. B Takux cny4asx nioxo MHopMUpo-
BaHHbIE POAUTENIY YBEPEHDI B OTCYTCTBUN Y pebeHKa TSXKenoro Ha-
crnefcTBEeHHOro 3abornesaHus. V13 yicna o6crnefoBaHHbIX Hamu Nno
nporpaMmMe HeoHaTanbHOro CKpUHWHra fetet MB nogreepxaeH y
15 yenosek. 3 H1x 1 pe6eHOK Normé B paHHeM rocreonepaLmoH-
HOM repuofe, nocrne onepauum no rnoBofy BPOXAEHHON KuLLeY-
HOM HEenpoxXoAvMMOCTU, OCIOXHUBLLIENCA Pa3BUTUEM MEPUTOHUTA,
OBe ceMbW B HacTosiLLee BpeMs OT HabnogeHus B ueHTpe MB u
NeYeHns OTKasbIBaloTCs B CBSI3N C OTCYTCTBUEM KIIMHUYECKMX
cvmnToMOB 3a6oneBaHus. CpefHWn Bo3pacT YCTaHOBIEHWS guar-
HO3a B rpyrne 60sbHbIX, BbIABMNEHHLIX MO NporpaMmMe CKpUHUHra
no r. Mockse, coctaeun 60 gHen (11-90), B TO BpeMs Kak B €BpO-
nenckmx ueHtpax MB ato 37 gHe (32-50) [1]. Hamun He oTmMe4eHo
HW OJHOroO cny4as fIOKHOOTpULATENIbHOro pesyssraTta Tecta Ha
WPT (no pgaHHbIM nutepaTypbl 0Kono 2%). TeM He MeHee, Ha OCHO-

Ta6bnuua 4. Yactota MyKoBMcLMA03a MO AaHHbIM HeOHaTaNlbHOro
CKpuHuHra B P® (2006-2007 r.)

Pervon YacToTa BCTpeyaeMocTu

Ha KONn4eCcTBO HOBOPOXAEHHbIX

Mockea, MockoBckas o6nactb 1:9000-1 : 10000

AnTaickuii Kpa 1:10123
BopoHex 1:4700
BnagneocTok 1:6000
Tam60B 1:4890
Tomck 1:2374

Ta6nuua 5. FTeHOTUNbI 6OI'IbeIX, BbIIBJIEHHbIX MO CKPUHUHIY

[eHoTvn Abe. %
AF508/? 4 20
AF508/ 2184insA 2 10
AF508/CFTRdele2,3(21kb) 2 10
AF508/AF508 3 15
AF508/W1282X 1 5
AF508/G542X 1 5
AF508/N1303K 1 5
CFTRdele2,3(21kb)/? 2 10
2143delT/? 1 5
L138ins/? 2 10
2? 1 5
BCEro 20 100

BaHUW ONUTENbHOMO HabAeHUS 3a NOoMyNsaUMOHHbIMU NoKasaTte-
NSMU FpaHuLbl gonycTuMblx 3HadeHnn UPT (cut-off) moryT 6biTb
NnepecMoTPeHbl B CTOPOHY CHUKEHUS.

Mo paHHbiIM OHK-guarHoCTMKM 60MbLUMHCTBO BbISIBNIEHHbLIX B
Mockee 1 MockoBckor 0651acTu 60SbHbIX ABASIOTCA reTepo- unm
romoaurotamu no delF508 mytaummn MBTP (70%) (Tabn. 5). Tonb-
KO B OJHOM cfly4ae 06e MyTauun OCTannCb HEU3BECTHBI.

BonbLUMHCTBO cneunanucToB B o6nacty MB npuxodsaT K BbIBO-
[y, 4YTO HeoHaTasbHbI CKpUHWHI Ha MB onpaBgaH, Bo-nepBbIX, C
3KOHOMMYECKOW TOYKM 3pEHUS, TaK Kak No3BOSIAET NpefoTBpaTuTb
poxgeHue 60nbHbIX MB, B ceMbsix, rae yxe ecTb 605bHON pebe-
HOK, 1 CMOCOBCTBYET NOSIBIIEHUIO B 3TUX CEMbSIX 300POBbIX AeTeN;
BO-BTOPbIX, C MEOVLMHCKUX MO3ULMA, TaK Kak MpodoSKUTESNb-
HOCTb XW3HW 60bHbIX, BbIABIEHHLIX C MOMOLLBIO CKPUHUHIA Bbl-
e, 4eM B Apyrux rpynnax [7]. Kpome Toro, CKpUHWHI CoKpallaet
BpeMs Nogyac MyymTenbLHON npoLedypbl yCTaHOBIIEHNS AnarHo3a.

EBponeickorn accoumaumen MB cospgaHa paboyas rpyrnna rno
HeoHaTaslbHOMy CKpUHUHIY, B 2007 r. B Hee BKIOYeHbl npefcTa-
BuTenn ua Poccun. OcHOBHOM 3afadert rpynnbl ABMAETCA aHanm3
JaHHbIX pa3HbIX CTPaH U perMoHoB EBponkl, 4TO, B CBOKO O4epefp,
MOXET Crnoco6CcTBOBaThL B OyAyLLeM ONTUMU3aumumM nporpamMm no
CKPUHMHTY.

CkpvHVHr Ha MB B oTgenbHbIX pervoHax P® 3a mpoluedumn
nepuom, K CoXaneHuo, HOCUN XapakTep MUIOTHOro nccnegosa-
HWUS, B CBAI3W C 4YeM pes3ynbraTbl ero no Poccun B Lenom Moryt
ObITb OLEHEHbI TOMLKO Yepe3 HECKOSbKO NeT, NMpu YCroBUKU pery-
NIIPHOIO hrHAHCMPOBaHWA NporpamMmbl. Kpome Toro, Ans oLyTu-
MbIX Pe3yfibTaToB, COMOCTaBUMbIX C E€BPOMENCKUMN U amepu-
KaHCKUMK, HeobxoaMMO MOHMMaHWe rocygapCTBOM BaXKHOCTU He
TOSbKO CBOEBPEMEHHOIO BbISBIIEHUS 605bHbIX MB, HO 1 co3gaHus
HEeOo6X0AMMbIX YCIOBUIN A5 HABNOAEHWSA 3a HUMU U NIeYEHUs.
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