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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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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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KioHHa KOHCTaHTMHOBHA — K.M.H., C.H.C,
kunna_pavlova@mail.ru, TANbIEB EBreHumn
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Ha — K.M.H., 3aB.fa6.: METPOBA AuTanuHa
AnekcaHppoBHa — Bpay-nabopaHt MK Pb
Ne1-HLM.

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-



KEHNEM 3K3OKPMHHBIX XKEre3 XU3HEeHHO
BaXHbIX OPraHoOB U umewllee 0ObIYHO
TshKenoe tedeHune n nporHo3 [1]. B Ha-
CTOSAILMIA MOMEHT onucaHbl 6onee 1500
MyTaumn n 250 noNMMopgr3mMoB B reHe
MBTP (CFTR mutation database, http://
www.genet.sickkids.on.ca/CFTR/).
eH CFTR 6bin nsonuposaH B 1989 r. OH
COAepPXUT 27 3K30HOB, OxBaTbiBaeT 250
000 nap HyKneoTMAOB M PACMONOXEH B
cepefyvHe ANIMHHOMO nreya 7 XpOoMOcCo-
Mmbl. MposeaeHHble B 1999-2000 rr. mynb-
TULEHTPOBbIE UCCINEN0BAHNSA C y4acTUeEM
oTeyecTBeHHbIX y4eHbix (H.A. KanpaHos,
E.K. T'mHTep, B.C. bapaHoB) oxBaTtunu 17
cTpaH LleHTpaneHon 1 BoctoyHon EBpo-
nbl, Bktovas Poceuto. B pesynsrarte atnx
ncenegoBaHui NpennoXeH cnncok na 33
YacTbIX MyTaLWN, XapaKTEPHbIX ANst 9TUX
ctpaH. Cpean HMx Hanbonee yacTon siB-
naetca mytaums delF508, BTopas no yac-
ToTe —del21kb (CFTR dele 2,3). YacTtoTta
6 mytaumn (N1303K, G542X, W1282X,
3849+10kbC>T, 2143delT, 2184insA) —
6onee 1% [3]. Yactota mykoBuMcLmuao3a
BapbMpyeT B pasHbIX MONynsaumsiXx Mupa
BeCcbMa B LUMPOKMX npegenax (Hanpu-
mep, B EBpone ot 1:1800 HoBOpOXAEH-
HbIX B WpnaHngun go 1:26000 B PuHNAH-
Ann). OLEHKM YacTOTbl MyKOBMCLMA03a B
pasHbix nonynauuax P® Takke Becbma
pa3nuyHel (ot 1:4900 go 1:12000 xuBo-
POXAEHHbIX) [4].

HeoHaTanbHbI CKPUHWHI Ha MYKO-
Bucumpos (MB, CF; OMIM no.219700)
— OAVH 13 3(hhEKTNBHBLIX METOAOB, MO3-
BONSAOWMIA obecneunTb paHHee BbisB-
neHvie 3aboneBaHVsi U CBOEBPEMEHHOE
Ha4yano nevyeHusl, NpefoTBpaTUTbL UNn
3amMe[nnTb pasBUTUE TSDKEMbIX NPOSB-
neHvn 3aboneBaHusi, BeAyLMX K WHBa-
nmamnsaunmn n/vnu paHHen rmbenmn pedex-
ka. MykoBMCLMA03 B HacTosiLLee Bpems
cTan HaluuoHanbHoW NpYOPUTETHON Npo-
rpammon B Poccurickon depepauvn. B
Pecnybnuke Caxa (Akytnsa) ¢ 2006 r. B
pamMKax HauMOHarbHOro NPUOPUTETHOIO
npoekTa «340pOBbe» NPOBOAUTCA Mac-
COBbI CKPUHUHI HOBOPOXOEHHbIX Ha MB.
Hapsgy ¢ dheHunkeToHypuen, ranakrose-
MUWEW, BPOXKAEHHBLIM MMNOTUPEO30OM U aj-
peHoreHunTanbHblM cMHapomMoMm MB 6bin
BKMIOYEH B NepeyeHb HacnenCcTBEHHbIX
3aboneBaHun, nognexalmx obszaTens-
HOMY HEeOHaTanbHOMY CKPUHUHTY.

O6Hapy>xeHune B 1970-e IT. NOBbILLEH-
HOro YPOBHS UMMYHOPEaKTUBHOIO TpWn-
cuHa (MPT) B nna3me KpoBM BOMbHbIX
MB nocnyxuno Hayanom MaccoBOro
CKPUHMHIa HOBOPOXAEHHbIX Ha OaHHOe
3aboneBaHue. [pOTOKON CKPUMHUHra Ha
MB B Poccuu Bknitovaet 4 atana: onpe-
aeneHune VIPT B BbICYLLEHHOM NATHE KPO-
B/ HOBOPOXOEHHOro, MoBTOpPHbIN NPT
(petecT), notosbI TecT n AHK-gnarHoc-

TUKa, MpUYEM TOmMbKO TPU SBNSAIOTCA 0051~
3atenbHbIMK [2].

MaTtepuanbl n metoabl. Marepua-
NOM ANsi UCCNeaoBaHus CryXwnu AaH-
Hble, MoryyYeHHble B pesynstate obcre-
posaHus Ha MB 112019 HOBOPOXOEHHbIX
3a nepwuog 2006—2013 rr. OnpeneneHne
YPOBHSA UIMMYHOPEAKTUBHOIO TPUMCUHA B
BbICYLLEHHbIX NATHAX KPOBU OCYLLIECTBISA-
M UMMYHOPNIOOPECLEHTHLIM METOAOM
C BPEMEHHbIM paspeLleHremM C UCnosb-
3oBaHuem peaktuoB DELFIA Neonatal
IRT (Perkin Elmer/Wallac, ®PuHnsHans).
ViccnenoBaHne KpoOBU HOBOPOXAEHHbIX
npoBoaunock B Guoxmmmyeckor nabopa-
TOPUU MeOMKO-TEHETUYECKON KOHCYNbTa-
uum MepuHatansHoro ueHTpa Pecny6nu-
KaHckon 6onbHuLbl Ne1-HaunoHanbHoro
LUeHTpa MeguuuHbl. MNpy NONoXMTENbHOM
pesynerate ckpuHuHra (UPT >70 Hr/mn)
nNpoBOAMM MOBTOPHOE onpeaerneHne
NPT B obpasuax kposu. [pu noBTOpHO
BblcokoM ypoBHe VIPT (>40 Hr/mn) npo-
Boaunu notosyto npoby. MoTtoBas npoba
npoBoAmMnacb TUTPOBaHWEM MO MeToay
mbcoHa-Kyka 1 ¢ MOMOLLbIO MOTOBOrO
aHanu3aTtopa (cuctema Ans CTUMYns-
UMM NOTOOTAENEHNSs U aHanus3a mnota)
Nanoduct (Wescor, CLLUA). N3mepsanacb
“aKBMBanNEHTHasn” KOHLEHTpauus  Xro-
puga HaTpus B MOTOBOW >XMAKOCTW. 3a
HOPMY MpuHUManuce pesynesratel 0-60
MMonb/n, nokasatenu 60-80 mmonb/n
pacueHvnBanMcb Kak norpaHudHele, 80
MMOMb/MN 1 BbILIE — CYATANNCb NO3UTUB-
HbIMW 1151 MyKkoBUCUMao03a. B pamkax He-
oHaTanbHOro CKpuvHUHra B naboparopuu
monekynsipHon reHetukn MK c¢ 2011 r.
Ha4yaTO MOIEKYNAPHO-TEHETUYECKOE UC-
cnepoBaHue reHa Mykosucumngosa CFTR
C uCnonb3oBaHuem TecT-cuctembl CF-
11 (myTtaumu del21kb, L138ins, dell507,
delF508, 394delTT, 604insA, 1677delTA,
2143delT, 2184insA, 3821delT,
3944delTG) n CF5-L (G542X, W1282X,
N1303K, 3849+10kbC>T, R334W), pas-
pabotaHHon OOO «LleHTp Monekynsip-
Hou reHeTukun» (. Mocksa). BeigeneHue
OHK ana  monekynspHO-reHeTu4ecknx
MNCCNeAOBaHUN MPOBOAMIIM U3 LIENIbHON
BEHO3HOW KPOBU U NSITEH KPOBW Ha cburb-
TpoBanbHOM Gymare, ucrnonb3dysi Habop
peaktnsos «DNA-Blood» n «DNA-Prep»
COOTBETCTBEHHO, N0 METOANKE, PEKOMEH-
[OOBAHHOM U3rOTOBUTENEM.

C pekabpsi 2013 r. BHeapeHa Auva-
rHoctuka MB metogom obpartHon rmbpu-
Ausaumm Ha 6rouune ¢ nomoulbto Habo-
pa «MykoBrcumaos-brnoduny («Anbkop
Bvo», CankT-letepbypr). [OeTekuus
rmépuansoBaHHbIX  O6MOYMMOB  NMPOBO-
antcsa Ha ckaHepe Perkin Elmer ScanRi
(Perkin Elmer, CLLWA). MeToa nossonsiet
eOMHOBPEMEHHO AeTekTupoBaTth 25 Ha-
nbonee 4acTto BCTpevaloLMxXca Ha Tep-
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putopun Poccuiickon ®egepaummn myTta-
umn B reHe CFTR: F508del, Del ex2-3,
2143delT, G542X, G551D, 2184insA,
W1282X, N1303K, 3732delA, 1717-
1G>A, 1677delTA, 2188AA-G, S1196X,
3821delT, R553X, 1078delT, 1507del,
2789+5G>A, R1162X, 3849+10kbC>T,
G85E, 621+1G>T, RB347P, R347H,
R334W. B HacToswee Bpemsi meToq Ha-
X0OMUTCSA B CTaAMM ONTUMMU3aLIMN.

PesynbraTthl M 06cyxaeHune. Macco-
BbI CKDUHWHI HA MyKOBMCLMA03 Bbin Ha-
yar B aBrycte 2006 r. 3a aTo Bpemsi Obi110
obcnegoBaHo 112 019 HOBOPOXAEHHbIX
(oxBaT ckpuHuHrom 99,5%). Konuuectso
HOBOPOXAEHHbIX C NEPBUYHO MOBbILIEH-
HblM ypoBHeMm UPT — 1474 (1,3%), npo-
BEAEHO peTecToB Ha 21-28-1 feHb XN3HU
1050 (71,2%). Mo.biwenne VPT npu pe-
Tecte — 52 (5%).

[MoTtoBas npoba TUTpoBaHWEM Mo Me-
Togy [unbcoHa-Kyka B 6Groxmmumyeckomn
nabopatopun MK nposogutcsi ¢ 1989 .,
exerogHo BbinonHseTcs okono 200 npo6.
Ananusatop nota Nanoduct npumeHsieT-
ca ¢ 2008 r. MoToBbIN TECT Ha aHanu3a-
Tope Nanoduct npoegeH B 239 crnyyasnx
(kpome peTert C MONOXUTENbHBIM peTec-
TOM Mbl NMPOBOAMMAM MOTOBblE NPOOLI U
OEeTSM C OOHOKPaTHBbIM MOMNOXUTENBHBIM
TECTOM, Y KOTOPbIX MO KaKMM-nmbo npu-
YnHam He Obin coenaH peTecr).

Mo pesynsratam nNoToBOro Tecta Bbl-
sBneHo 4 aeten ¢ MB: oanH pebeHok 13
r. AlkyTcka, Tpoe 13 yrnycoB — TOMMOHC-
koro, MupHuHckoro n AngaHckoro. Me-
KOHWarnbHbIA UNeyc UMern Mecto B 0O4HOM
cnyyae. Y BbISIBMEHHbIX OOMNbHbIX AeTein
ypoBeHb VIPT npu nepsom obcneposa-
HUM B cpegHem cocTtaBun 184,5 Hr/mn,
npv NpoBedeHMn peTecTta — B CpeaHeM
160,8 Hr/mn. Takum obpasom, npu gaH-
HOM (bOpMeE CKpUHWMHra Habniogaetca
npsiMasi 3aBUCMMOCTb MeEXAY CTeneHbto
NOBbILLEHNS BUOXMMUYECKOTO Mapkepa 1
Jonewu BbISIBNEHHbIX OOMNbHbIX.

MonekynsipHo-reHeTu4eckoe obcrne-
posanue ¢ 2011 r. npoBegeHo y 246 na-
umMeHToB. MOMO3WUrOTHOE COCTOSIHME MO
myTaunn delF508 yctaHoBneHo y 4 naum-
€HTOB, reTeposuroTHoe — y 11, komnayHz
del21kb/W1282X 1 del21kb/2184insA—y
2 (tabnvua). OgnH pebeHok ymep ¢ NPT
> 200 Hr/mn, noTtoBasl npoba He npoBe-
aeHa. [lnarHo3 mykoBucUMao3 Gbin noa-
TBEPXKOEH MOJEKYNAPHO-TEHETUYECKUM
nccrnegoBaHUEM, BbISIBUBLUMM MYTaUUto
delF508 B roMO31roTHOM COCTOSIHUMW.

B pesynerate HeoHaTanbHOro CKpu-
HUHra B GOMbLUMHCTBE Cny4aeB (MCKIo-
Yyasd MHOMBMAOB, Y KoTOpbIX MB maHu-
decTpyer MeKOHMAIbHbIM  UIIEYCOM)
nopaxeHHole MB  guarHoctupyoTcst
[0 Havana KIMHWYECKUX MNPOSABIEHUN.
Ceasb mexay CFTR-reHoTunom u de-
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Pe3yibTaThl MOJIEKY/ISIPHO-T€HETHYECKOTO

ucciaenopanus 3a 2011-2013 rr.

metony [wmbcona-Kyka, aHa-
nusartop nota tuna Nanoduct

N MOneKynapHo-reHeTu4eckme

Ton Hucio TenoTun ueno - yeroppl.
HUCCIICJOBAHHBIX BBIIBJIICHHBIX qulTblBaﬂ prJJ,OGMKOCTb
delF508/- 3 TeCTa W YyBCTBUTENbHOCTH
2011 24 delF508/delF508 2 pesynsTaToB NOTOBOW NPOBbI K
del21kb/W1282X 1 pasHOro poga MorpeLLHoCTAM,
delF508/- 6 K nabopaTtopuu, BbIMOHSIO-
2012 168 delF508/delF508 1 Ler TecT, NpeabsBnsioTcs on-
del21kb/2184insA 1 peneneHHble TpeboBaHus: 60-
delF508/- 2 nee 150 TectoB B roa. Metog
2013 54 delF508/delF508 1 NpeabsaBnsaeT BbICOKME Tpe-

HoTunom npu MB He sBnAetcs NpsiMoW.
KnnHnyeckune npossneHns MB — cnegc-
TBME B3aMMOAEWNCTBUA Tpex (DaKTOpOB:
CFTR-myTauun, MOOUULIMPYIOLLINX
dakTopoB B reHe CFTR w/vnu ppyrux
reHax M BIUSHUSA OKpYXatlollen cpenpbl
[5]. Knaccudukaumnss CFTR-myTauuii oc-
HOBaHa Ha NpuUpoae MOMEKYNSAPHOro Ae-
dhekTa 1 ero BMUSHUS Ha PYHKLMIO XIop-
Horo kaHana. Mytauuum |, II, u lll knaccos,
Takne kak W1282X, delF508, G542X,
3HAYUTENMBHO CHWXAT WM MOMHOCTbLIO
HapywatoT aktuBHocTb CFTR-kaHana u
accounMpoBaHbl C Krnaccuyeckum de-
HoTunom MB: nopaxeHwem nerkux, no-
BbILLEHHbIM YPOBHEM XITOPUAOB B MOTE,
naHKpeaTn4eckon  HeJoCTaTOYHOCTbIO
N HapyweHveM (epTUIbHOCTU Y MYX-
yuH. Mpu myTtauusax IV, V n VI knaccos,
Hanpumep R334W n R117H, yactuyHas
aKTMBHOCTb XJIOPHOrO KaHana coxpa-
HSIETCS, XOTS MPOBOAMMOCTb XITOPUAO0B
CHWKEHa. OTK MyTauuMm accouumnMpoBaHbI
C COXpaHeHMeM (YHKUMW MOMXKenyaoY-
HOW »Kernesbl U No3gHMM Havyanom 3abo-
nesaHusi. Ho cnegyeT uMeTb B BMAY, YTO
TSHKECTb 1 XapakTep NnopakeHWui LLMPOKO
BapbupyeT Aaxe y naumeHToB C oauHa-
KOBbIM reHOTUMOM [6].

BbiBoabl. HeoHaTanbHbI CKPUHUHT
SIBMSIETCSH €AMHCTBEHHBIM METOAOM paH-
Hel AMarHOCTUKN MyKOBMCLMA03a, NO3BO-
NSOLLMM CBOEBPEMEHHO HayaTb NeyeHne
N MOBbICUTb KAYECTBO W MPOAOIDKUTENb-
HOCTb XXM3HU BOMNbHbIX MYKOBUCLMA030M.
HeoHaTtanbHbI CKPUHWUHT 3 deKTUBEH
TONMBbKO MpY YCIOBMM OXBaTa He MeHee
98% HOBOPOXAEHHbIX, CBOEBPEMEHHOW
JocTtaBke TecT-brnaHkoB B nabopartoputo
n b6ecnepebonHOM cHabxeHun peareH-
Tamy 1 pacxofHbIMKM MaTepuanamu. ns
nonHom sepudukaumm AuarHosa Heob-
XOOUMO MPUMEHEHME MOATBEPXKAAILLNX
MEeTOA0B, TaKMX Kak notoBas npoba no

6oBaHns K  KBanudwukauuu
BbIMOMHSIOWErO  NepcoHana
N KayecTBy MNPUMEHSEMbIX PEaKTUBOB.
B 1O e Bpemsa cnocob TUTpPoBaHUA He
TpebyeT cneunansHOW annapartypbl |
pacxogHblX MatepuanoB. [JaHHbIV knac-
CMYECKUA MeToq SIBMSETCS  «30M0TbiM
CTaHOAapTOM» [UArHOCTUMKN MYKOBMUCLIM-
nosa. [1na geTten nepBbiX MECSLEB XU3-
HW, Y KOTOPbIX CMOXHO UMW HEBO3MOXHO
nony4ynTb [OCTaTOuHY0 ANA LOCTOBEp-
HOro aHanunaa HaBecKy noTa Ha UnLTPo-
BanbHow Oymare, metogom Bbibopa sB-
nsietcs notoBbIN aHanm3aTop Nanoduct.
Takke aHanu3aTop AaeT BO3MOXHOCTb
NpoBECTV NOTOBLIM TECT 3a npegenamu
nabopatopuu.

Ha cerogHAwHW pOeHb Haubonee
aKTyanbHbIMU MOMEKYNspHO-TEHETUYEC-
KAMWU MeTofamMu Ons OUarHOCTUKU MYKO-
BMCLMO03a SIBMAOTCA MyIbTUNNEKCHAs
MUP wn mbpuamsaumsa Ha Ououmnax,
Nno3BoONsIoLLME OOHOBPEMEHHO [ETek-
TMpoBaTh psig MyTaumi B reHe CFTR.
MonekynapHo-reHeTu4eckme MeToabl
No3BOMSIOT NOATBEPANTL AMArHO3 MyKO-
BMCLMO03 MNPY MOrpaHuYHbIX pesyrnbra-
Tax BbllleyKa3aHHbIX MOTOBbIX TECTOB.
LleHHOCTb  MONEKynsipHO-reHeTU4YeCcKon
OMarHOCTUKM 3aknioyaeTcs Takke B Mo-
fNlyYeHUN [OMONHUTENBHOW  MHpopma-
UMK Ons HayudHbIX uccrnepoBaHuin. He-
[OCTaTKOM  MOIEKYSPHO-TEHETUYECKMX
METOZIOB SABIMSETCS BbICOKAs CTOMMOCTb
N HEBO3MOXHOCTb BbISIBMEHUSA Henpe-
[YCMOTPEHHbIX NPUMEHSEMbIM METOLOM
myTaumi. Mpu npoBegeHUN NOTOBON Npo-
Obl MOryT BCTpeYaTbCs MOrpPaHUYHble, a
Takke, B HeOOMbLLOM NPOLEHTE CIy4aes,
NOXHOOTpULATENbHbIE pe3ynbTaThl, B Ta-
KoM criydae Heobxoammo nposectu OHK-
OMarHoCTUKy MyKOBMCLMA03a.

BHegpeHue monekynspHo-reHeTuyec-
Koro aHanu3a reHa CFTR y BbISIBNEHHbIX
MO CKPUHWHIY HOBOPOXAEHHBLIX OOnb-
HbIX MO3BOMUIIO BbIABUTb TWUM MyTauuu

delF508, del21kb, W1282X n 2184insA
B nonynsaumu Pecnybnukmn Caxa (Akytus).

OunarHoctuka 3aboneBaHusi ¢ Nnomo-
b0 HEeoHaTanbHOr0 CKPWHWHIa Mo3Bo-
nseT NpoBOAUTL paHHMe neyebHo-pe-
abunuTauMoHHbIe  MeponpusTUs,  YTO
[OMMKHO MPUBECTU B KOHEYHOM MTOrE K
yNyyLIeHWo KayecTBa U NPOAOIKUTENb-
HOCTW XU3HW 3TUX aeteir. [MpoBegeHune
reHeTU4YecKkoro aHanusa [0 MaHudgec-
TauuM  KNUHUYECKUX MPOSIBNEHUA  He-
obxoauMo Ansi NPEeBEHTUBHbIX Mepor-
pUSITUA,  MPOTHO3MPOBaHUSI  TeYeHUs!
3aboneBaHus. [lonyyeHHble AaHHble
1ccreaoBaHust BakHbl NSt NiaHUpoBa-
HWS U peanuaaummn Nporpamm no paHHewn
ANarHocTuke, NeyYeHnto n peabunuraumm
[eTell ¢ MyKOB/CLMA030M.
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