neT Npu OTCYTCTBUN MELMUKO-reHeTnyec-
KOM MOMOLLUM YUCIIEHHOCTb HOcUTEnen
MyTauM1 B LAHHOW NONynsiLumn He TONbKO
He cokpaTtunacb, HO Aaxe Bo3pocna Ao
700 yen. (puc. 2, a). BeegeHuve npaktuku
MeAVKO-TEHETUYECKOTO  KOHCYNBTUpOBa-
HUS MPUBOAMT K 3aMETHOMY CHWXEHUIO
pacnpocTtpaHeHus CLIA1. Mpu 3ToMm B OT-
nnyune oT cutyaumm 6e3 murpaumn B oaH-
HOM CIlydae HeKOTOpOe KOIMYECTBO HO-
cuTenen MyTauunm exerogHo noctynaert
B NOMynsUui0 U3BHE, U Mbl MOXEM NULLb
OLEHUTb BPEMS, KOT4a BCE HOCUTENMW MY-
TaHTHOro annens nonagawT nog Habnto-
aenne B MIK. IMpu 1% MIK Bce HocuTe-
nvM MyTaumm Gbinn 3aperncTpMpoBaHbl B
MIK uepes 183 roga (1% MI'K o3Havaer,
4yTO exerogHo B pernctp MK nonagaet
okono 4 Hocutenen mytauum), npu 3%
MIK — yepes 49 net (peructpupyertcs 12
HOCUTENEen MyTauuu exXerogHo), u npu
5% MIK — yepes 28 net (21 4yen. exe-
rogHo) (puc. 2, b, c, d). Mpu 3 n 5% MIK
BCE HOCUTENW MYTAHTHOrO annens obinu
yuTeHbl B pernctpe MIK yepes oTHocu-
TENbHO HENpPOOOIMKUTENBHOE BPEMS], HO
Takon 06bEM OKa3aHUsi MeaMKO-reHeTU-
YeCKOW MOMOLLM TPYAHO AOCTUXUM B pe-
anbHbIX NONYNALMNAX.

3aknoyeHne

PaccmoTpeHHass cepusi MMUTaLMOH-
HbIX 9KCMEPUMEHTOB HE MPOTMBOPEYUT
BbIBOAY, YTO BbICOKWIA ypOBeHb 3abone-
Baemoctn CLA1 B nonynsumsax Akytun
MOXET NOAAEPKUBATLCA 3a CHET 0COBEH-
HOCTel nx geMmorpadn4eckon CTPYKTYpbI.
Ha nporHoaunpyewmbin nepuog 6binv 3aga-
Hbl TaKkve AeMorpaduyeckne napameTpbl,
Npuv KOTOPbIX MOAENVPYEMbIE NONYNSALUN
NOCTENEHHO Mnepexoaunu OT  pacluu-
pPEHHOro XapakTepa BOCMPOM3BOACTBA
HaceneHus K NpoCTOMY U, 3aTeM, - K Cy-
XeHHoMy. B aTom cnyvae anumuHaums
HocuTenen MyTaumm n3 Nonynauum Nnwb
32 CYET COKpaLLEeHNS NPOLAOIKUTENBHOC-

TN XM3HW BOMbHBIX B NOCMeayHLmx no-
KOIMEHMSAX U, COOTBETCTBEHHO, MEHbLLETO
yucrna ocTaBnsieMbIX UMW MOTOMKOB-HO-
cuTenen Mytauum, MOXET MPOUCXOANUTb
B TEYEHUE OYEeHb ANUTENbHOro nepuoaa
BpPEMEHUN, KaK MUHUMYM 37 MOKOMEHWUN.
OddeKkTMBHON Mepon CHmkeHns 3abo-
nesaemoctn CUA1 B nonynsauuv aens-
€TCsl MeAMKO-reHeTn4Yeckas NoMollb Ha-
ceneHunto, 1 pesynsraTbl UMUTALUOHHOIO
MOLENMPOBaHMSA MO3BOMSAT MMAaHUPO-
BaTb Heobxoaumbili ee ob6bem. B cmope-
NMPOBAHHOW NOMYNSALMN, ECIIN EXETOOHO
nwb 4 Hocutens myTauunm (1% MIK)
npoxogaT obcrenoBaHne, aHanormyHoe
npeHaTanbHON UnNyM npevMniaHTaLnoH-
HOW AMarHocTuke, MOHaZobWUTCA OKOIo
180 neT 4O MOMEHTA, Korga Bce HocuTe-
NN MYTaHTHOTO annens O6yayT yyTeHbl B
pernctpe MIK. MNpu Hanuunm murpauui
cUTyauus NOrHOM 3NMMUHALMKN MyTaLmm
13 NomynsuMn He OOCTMXKUMA, a YUCIO
HOCWTENEen MyTaHTHOrO annens, ocrato-
LMXCSA B MOMNynsUMK, 3aBUCUT OT UHTEH-
CVMBHOCTU  MUrpauMOHHBLIX MPOLECCOB.
Takum oOpasom, npv MraHUPOBaHWU
pabotbl MK ¢ peanbHbIMM nonynauns-
MKW cregyeT nNpoBoauTb paboTy no npo-
dunaktmke 3abonesaemoct CLIAT B
yrnycax HaKOMMeHWss OaHHOW naToniornm
C Y4ETOM UHTEHCUBHOCTM MUMPaLMOHHbBIX
npoueccos. B ngeansHom cnyyae, 8 MK
OOIMKHbI ObITb 32apErMcTpMpoBaHbl CEMbU
¢ CLUA1 He TonmbKO M3 yrnycoB Hakomnse-
HUSI, HO U U3 TeX Nonynsaumsx, rae cnyyvam
3aboneBaHns eaUHNYHBI.
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KNMMHUYECKASA TEHETUKA N OUMATHOCTUKA HACNEOCTBEHHbLIX 3ABONEBAHUN

YK 616.-053.2

Mykosucungos (MB) B Hactoswee
BpeMs CTan HauuoHanbHOW NpuopuTteT-

KAMPAHOB Hwukonan UBaHoBWMY — O.M.H.,
npod., 3acn. geatens Hayku P®, pykosop. Ha-
YYHO-KNMHU4Yeckoro otgena Meaumko-reHeTu-
yeckoro HayvHoro ueHTpa PAMH (r. MockBa);
KAWWUPCKAA Hatanba FOpbeBHa — A.M.H.,
npod., Bea.H.c. M HL, PAMH; LUEPMAH
BukTopusa [aBugoBHa — K.M.H., Bpay-neau-
atp Ml HL PAMH, 3aB. otaenexnnem nonwu-
knuHukn OFKB Ne13 um. H.®. dunartoea.

H.N. KanpaHos, H.HO. Kawwupckas, B.[.llepmaH
HEOBXOAUMMOCTb PAHHEN OUATHOCTUKU

N ADEKBATHOIO JIEHEHUA BOJIbHbIX
MyYKOBMCUMAO30OM B POCCUA

Hou nporpammoit B Poccuickon ®epepa-
uumn. CoBepLueHCTBOBaHWe neyebHo-pea-
OUNUTaALMOHHBIX PEXMMOB crnocobcTeyeT
NMOCTOSAHHOMY YBENUYEHUIO KONn4yecTsa
Takunx 6onbHbIX. ITO BeAeT K TpaHcdop-
Mauun Hekorga dpaTtanbHOW naTonorum
AeTCKOro Bo3pacta B XPOHWMYecKyt 6o-
nesHb B3pocrnbix. Mo gaHHbiM J.Dodge,
cpedHAs oxnagaemMast npoJoKUTENbLHOC-
TV XXM3HK 6onbHbIX MB ons poxaeHHbIX B
2000 r. B BenvkobpuTaHum npesbicut 50

net [4]. Mo aaHHbIM M. Hodson (2007),
nmeetcs 50% BeEpPOATHOCTM TOro, 4TO
nauueHTbl, gocTurwmne Bospacta 40 ner,
poxueyT Ao 53 nert, n 35%-Hasa BepoAT-
HOCTb AOCTMXeHUst umn 60 ner.
HecmoTpa Ha cyllecTBeHHble [o-
CTWKEHUs B Tepanuu MyKOBMCLMOO3a,
[uarHocTtuka 3abornesaHusi Bce elle oc-
TaeTcs He Ha AOMmKHOM ypoBHe. B Poc-
curickom ueHTpe MB Ha ydyeTe coctouT
okono 2200 GonbHbIX, a npeanonarae-
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MOe MX 4ucno B cTpaHe - 6onee 12000.
Mo AaHHbIM Hawero ueHTpa (Habnwopa-
toTca aetn go 18 ner), Bo3pacT, B KOTO-
poOM BriepBble Obin YCTAHOBMEH AMarHo3
MyKOBMCLMAO3a, kornebancst oT nepBoro
OHS Xn3um oo 17,5 neT, u B cpegHeM no
rpynne coctasun 2,54+0,62 roga [2]. B
BenukobputaHun cpefHuin Bo3pacT noc-
TaHoBkM auarHosa ¢ 2001 r. coctaBnseT
4-5 mecsLEeB Xn3HW, Npy 3ToM 64% Bcex
BHOBb AuarHoctmpoBaHHbix B 2003 1. co-
CTaBUNV 4eTN NepBoro roga xusHu [3].

[lo HacTosLLEero BpeMeHu CoXpaHsoT-
€51 OObEKTUBHbIE CITOXXHOCTW PaHHel ana-
rHOCTUKW 3ab0neBaHus], CBA3aHHbIE Kak C
reHEeTUYECKON reTepOreHHOCTbI0 OCHOB-
Horo fgedpekta B reHe MBTP (perynsartop
6enka TpaHcMembpaHHOW NpPoBOAMMOC-
TM MYKOBUCLMAO03a), HMU3KON 4acTo-TON
pacnpocTpaHeHHOCTH BOonbLUMHCTBA My-
TaUUn, HaxoXOEHWEM WX MPeuMyLLecT-
BEHHO B KOMMayHOHOM COCTOSIHUW, TaK 1
npobrnemor NpoBeAeHMs NOTOBOrO TeCTa.
leHeTnyeckmn nonumopdusm 3abonesa-
HWS, HapsiQy C BMUSHUEM TEHOB-MOAU-
rkaTopoB, (hakTOpPOB BHELLUHEW CpeAbl
(MeguKaMeHToB, MONMIOTAHTOB, KYpEHUs!
n gp.) obycnaenuBaeTt BblpaxkeHHOe e-
HoTunNuyeckoe pasHoobpasve dopm MB
OT TSKenbIX A0 CYOKNMHUYECKMX, Mpu
NnocneaHnX Xmnopuabl NOTOBOW XUOKOCTU
MOryT ObITb MOrPaHNUYHBIMUK 1 AaXKe HOp-
ManbHbIMU. M0 HaWKWM JaHHbIM, cpean
poccuickmux 6onbHbIX (4o 18 net) nono-
XXUTENbHbINA NOTOBbLIA TECT OTMEeYarncs y
89,2%, norpaHnyHble undpsl - y 10,3%,
a oTpuuartenbHbI notoBbin TecT y 0,5%
[2].

Y 6onbHblx MB B HeoHaTanbHOM ne-
proge TedyeHve 3aboneBaHUA MOXET
ObITb ManoCUMNTOMHbIM Mnn Geccumn-
TOMHbIM. OGHapyxeHue B 70-e IT. NoBbI-
LUEHHOr0 YPOBHA UMMYHOPEAKTUBHOIO
TpuncuHa (MPT) B nnasme kpoBu 6onb-
HbIX MB nocny»kunno Ha4anom MaccoBoro
CKPVHUHIAa HOBOPOXAEHHbIX Ha [aHHOe
3aboneBanne [5]. MNepBbiM 3Tanom BO
BCEX MpOTOKoNax siBNsieTcsl onpegerne-
Hue VIPT B BbICYyLUEHHOM MATHE KPOBWU
HOBOPOXAEHHOTO. [10BbILLIEHNE B NEPBYHO
Hedento xu3Hu B kposu MPT saensetcs
BecbMa 4yBCTBUTENbHBIM (85-90%), HO
He crneundunyHbiM npusHakom. MNoatomy
obsa3ateneH BTOpon atan obcnenoBaHms
(petect Ha UPT Ha 3-4 Heperne >u3Hu),
NO3BOMSIOWMNA  UCKMIOYUTL  30POBbIX
neten [6]. MNpakTuyeckn BO BCex MPOTO-
Konax HeoHaTarlbHOro CKpPUHWHIa B Ka-
YeCcTBE OCHOBHOIO 3Tana MCnomnb3yeTcs
noTtosas npoba — 30M10TON CTaHAapT Npu-
XXMU3HeHHon auarHocTukm MB. Ocoboe
3Ha4YeHue MOTOBbIN TECT NpUObpPeTaEeT B
cnyvae HeumHdopmatmsHoctn AHK-gna-
rHOCTUKM [7].

B cooTtBeTCcTBMM C pekomeHOauusMm

BceMupHoW opraHusauumn 3gpaBooxpa-
HEHWS, NMPU HeoHaTarbHOM CKPUHWHIE
yunThIBaOTCA Takue akTopbl, Kak Ts-
KeCTb MNposiBreHnss 3aboneBaHuii, 4Yac-
TOTa MX pacnpoCTpaHeHus, a Takke npo-
CTOTa M [AOCTOBEPHOCTb MPUMEHSEMbIX
MEeTOA0B AMArHOCTUKM, HanuumMe gocTyn-
HbIX 1 3pEKTMBHBLIX CPeacTB fledeHust.
MykoBMCLMA03 HE MOMHOCTLIO OTBEYaeT
3TUM TpeboBaHUsAM, TEM HEe MeHee B pas-
BUTbIX CTpaHax OH BKIOYEH B NepeyeHb
HacneacTBEHHbIX OonesHen, noanexa-
LUMX HeoHaTanbHOMY CKpUHWHTY (PpaH-
umna, Oanusa, Aectpus, HoBas 3enaHaus,
Benukobputanus, CLUA, Asctpanus,
Wtanusa, Wcnanus, Benbrua, [lNonbluia,
Yexus) [7,8].

C 2006 r. B psige pernoHoBs, a ¢ nep-
Boro sHBapsa 2007 r. BO Bcex cybbekTax
Poccuiickon ®egepaunn, B pamkax Ha-
LMOHaNbHOro MNPUOPUTETHOIO MNpOeKTa
«300poBbE»  MPOBOAUTCA  MAcCCOBbIN
CKPUHMHI HOBOPOXAEHHbLIX Ha MYKOBMC-
unpos. Kak npasuno, ckpuHuHr Ha MB
WHTErpUpPYeTCs B YXe CyLlecTByoLmne
nporpammbl. Tak, 1 B Hawen ctpaHe MB,
Hapsiay € (PeHWnKeTOHypuen, ranakto-
3eMuen, TMNOTUPEO3OM U afpeHOreHu-
TanbHblM CUHAPOMOM, Oblnl  BKMOYEH
B MepeyeHb HaACNeAcTBeHHbIX 3abone-
BaHUN, noanexawmx obasaTensHoOMy
HeoHaTanbHOMY CKpPWUHUHrY. [poTokon
ckpvHuHra Ha MB B Poccum Bkntoyaet 4
atana: WPT, noetopHbin WPT, notoBbin
TecT n JHK-anarHocTuky, npuyem TornbKo
nepBble TPW SIBNSOTCHA 00A3aTeNbHbIMU.

MoToBasi npoba - Kr4YeBOW KOMMO-
HEHT NPOTOKONa CKpUHMHra Ha MB.

B HacTosillee Bpemsi B GonblUMHCTBE
€BPOMNEeNCKMX LLEHTPOB AN NOATBEPXKAE-
HUS AMarHo3a 1CMonb3yT onpeaeneHue
KOHLIEHTpaLMK XnopuaoB B note Guoxu-
Mudeckum metogom (MmbcoH-Kyk, 1959),
KOTOPbI OO CUX MOP CYNTAETCS 30/10TbIM
CTaHOApTOM  MPWKU3HEHHOW AuarHoc-
TUKM MYyKOBMUCUMAO3a. TecT Mo3BonsieT
KONMMYECTBEHHO OMpeaenuTb KOHLEHT-
paumio xropa u HaTpusi B MOTOBOW XUA-
KoCTW. Y GonbLUMHCTBA 340POBLIX AETEWN
KOHLIEHTpaLMN HaTpus U xropa B noTe
He npeBbiwatoT 40 MMonb/n, a Hepenko
He gocturatoT n 20 mmonb/n. B cnyyae
norpaHnYHbIX 3HaveHun (40-60 mmonb/n)
TpebyeTcsa NOBTOPHOE NpOBeAEHNE NOTO-
BOW Npo6bl. [InarHOCTUYECKUMI CHUTAIOT-
Cs1 3HaYeHus1, npesblwatowmne 60 Mmonb/
n, XOTs1 y OOnbLUNHCTBA AeTel, O0MnbHbIX
MYKOBUCLMA030M, KOHLIEHTpaUmMsa Xxrnopa
okasblBaeTcs Bbiwe 80 MMornb/n.

CnoXHOCTbIO  KIaccu4yeckoro TecTa
SIBMNSIETCS €ro YETbIPEX3TANHOCTb N HEOO-
XOOMMOCTb [OCTaTOYHOW HaBeCku noTa,
ucnons3yemon ans pacyetoB. [pu Ha-
Beckax oT 50 go 75 mr yBenuumBaeTcs
BEPOSATHOCTb MOMYyYEHUS NOXKHOMOMOXM-

TenbHbIX pPe3ynsLTatoB, MO3TOMY MOTO-
BYl0 npoby pekomeHAyeTCs MOBTOPUTL.
Hasecka o06s3aTtenbHO [ommkHa ObiTb
oTpaXkeHa B 3anucu pe3ynbTaToB MOTO-
Boro Tecta. lNpu cobniogeHnn Heobxo-
OVIMbIX YCINOBWUIA JA@HHbIV TECT NO3BOMNSET
nony4Y1Tb TOYHble pedynbratbl. Ownbkn
06bIYHO CBSA3aHbl C TAKUMW TEXHUYECKM-
MM MOrPEeLLIHOCTAMU, Kak HeAoCTaTouHas
O4YMCTKa KOXHbIX MOKPOBOB, Heakkypar-
HOCTb Npu c6ope noTa, TPaHCNOPTUPOBKE
1 B3BelUMBaHUU UNBLTPOB, onpeaene-
HUM KOHLIEHTpauMmn anekTponuToB. [Ons
n3bexaHnss owmboK M Kak CcneacTBus
— mno- (8o 30%) n rMnepanarHocTuKn
(no 50%) MB, noToByto npoby Heobxoau-
MO MPOBOAUTH B MEAMLMHCKUX LieHTpax
n nabopatopusx, B KOTOPbIX HaKomMmeH
OOCTaTOYHBIN ONbIT PErynsipHoro npoBe-
OEHUSI TakUX UCCrNefoBaHUN: He MeHee
3-4 aHanu3oB B Hepent. besycnosHo,
HeobXoauMO yYnTbIBaTh Kak BO3pacT, Tak
1 Maccy Tena TecTMpyeMoro, 0CO6eHHO B
cnyvae obcrnenoBaHUs HOBOPOXAEHHbIX
(Tabn.1).

B nocnegHue rogbl paspaboTtaHbl an-
naparbl, KOTOpble MO3BOMST YHUDU-
uupoBaTb METOAUKY, YNpOCTUTbL W yde-
LeBUTb €ee MnpoBedeHue, YMEeHbLUNTb
Konu4yecTBo MoTa, Heobxogumoe Ang
npoBedeHns TecTa, Bpemsa ero nocra-
HOBKM.

B P® 3apernctpupoBaHbl 1 ycnewHo
NPUMEHSIIOTCA [BE CUCTEMbl ANs aHa-
nusa nposoauMmocTu nota. Cuctema
anst céopa n aHanusa nota MakpogakT
B KOMMIEKCe C MOTOBbIM aHanm3aTopoM
Sweat-Chek dwupmbl  Beckop (CLUA)
Nno3BoONsieT MNPOBECTU MOTOBYH Mpoby
BHe nabopartopuun, Bpemsa cbopa nota
coctasnset 30 MUH, YCMELLUHO NPUMEHS-
€TCcsa 1y AeTel NepBbiX MECSLEB XU3HU.
CneumanbHo ans obcrnenoBaHUs HOBO-

Pe3y1bTATHBHOCTL NOTOBBIX TECTOB
Y HOBOPO:KIEHHBIX

% ycreui-
HOTO €00~
pa mora

Kon-

Bospacr
BO

Bcee netn < 35 nen.
I'ecranuonHslii Bo3pact

< 35 men.

35-36 Hen.

> 35 Hej.

Bospact B geHp npoObl
3-7 nueit

8-14 nueit

15-42 nusa

Macca tena B IeHb IPOOBI
<2000r

2000-3500 T

>3500r

Eng W, et al. Presented at: North American
Cystic Fibrosis Conference, 2004




poxaeHHbIX dompmoi Beckop 6bin paspa-
©6oTaH annapat «HaHogakTy», 06beauHs-
Iowmnn B cebe cuctemy ana CTUMynsuum
NOTOOTAENEHNST MyTEM 3nekTpodopesa
1,5 % pacTBopa nunokapnuHa 1 aHanu-
3aTtop nposogumocTu nota. [ns Tecta
HeobxooUMO MWHMManbHOE KONMMYecTBO
NMOTOBOW XXMAOKOCTW, BCero 3-6 MKI, 4To
Jenaet 3ToT annapaTr He3aMeHVWMbIM
npu obcrnenoBaHnM HOBOPOXAEHHbIX B
pamkKax MacCOBOrO CKpWHWHra. BaxHo
NMOMHUTb, YTO MPOBOAMMOCTL MOTa onpe-
[OEnseTcsi COBOKYMHOCTbIO BCEX WOHOB,
NPUCYTCTBYIOLMX B MOTOBOW >XMOKOCTU
(kanuwn, HaTpui, xnop, bukapboHart, am-
MOHWI N Ap.), U NOMYyYEHHbIN pesynesrart
NpeBbILAaeT WCTUHHYK KOHLEHTpaLuio
XNOPUAOB HATPUS U Kanusi NpUMeEpHO
Ha 15-20 mmonb/n. Takum obpasom, no-
NOXUTENbHbIMU CYMTAKOTCA pe3yrnbraThl
Bbille 80 mmonb/n, a nokasatenu 60-
80 MMonb/n — MOrpaHUYHbLIMKU, MeHee
60mmonb/n — oTpuuaTenbHbIE.

Mpn oTpuuatenbsHOM pesynerate no-
ToBOWM Npobbl (MeHee 40 mmonb/n npu
knaccuyeckom mMetoge MmbcoHa-Kyka w/
unn 60 mMonb/n npu pabote ¢ NOTOBbI-
MU aHanm3aTtopamun) pebeHok B TeyeHue
nepBOro roga u3Hu Habnogaercs no
MECTY XWUTENbCTBa C ANArHO30M HeoHa-
TanbHasi TUMNEPTPUNCUMHOrEHEMUS  AnNs
VCKITFOYEHNST CyYaeB MMNOANArHOCTUKMN.

B cnydae norpaHuyHbIX pe3ynsTaToB
notosoro Tecta (40-60 mmons/n — M6-
coH-Kyk n 60-80 mmonb/n — notoBble
aHanusaTopbl) MOTOBYO NpoOy cneayet
nosTopuTb 2-3 pasa. Kpome Toro, uene-
coobpasHa [HK-guarHoctuka. leHeTu-
yeckoe obcnegosaHue B PP B HacTosLee
BpEMSl OCYLLECTBISETCA NUWb B psae
permoHoB. [JOCTyNMHOCTb reHOANarHocTu-
KV OorpaHu4eHa eLLe 1 BbICOKOW CTOMMOC-
Toto (OHK-aHanu3 Ha 23 myTauun reHa
MBTP, BcTpevatowwmecs y 6onbHbix MB,
B Poccum ctomt 2500-3000 py6.).

Mo paHHbIM Hawer nabopartopun
(H.B. Metposa, 2008), B Mockee n Moc-
KOBCKOW obnacTtu ynaeTtcs uaeHTnuum-
poBatb 83% myTtaumn (F508del-58,8%,
CFTRdele2,3(21kb)-8,8%, W1282X-
2,8%, N1303K-1,9%, 3821delT-0,31%,
2143delT-2,2%, 2184insA-1,25%, 3849+
+10kb-T- 1,25%, G542X- 1,57% v gp.).

Mpn nNonoXxuTensHOM pesynbraTte no-
TOBOW Npo6kI, a Takke Npu 0BHapY>XeHun
MyTauun reHa MBTP (npu norpaHnyHoMm
pesynsrate MoToBoW npobbl) pebeHky
ctaButcs anarHo3 MB. B coMHUTENbHbIX
cny4asx MoryT NOMOYb AOMNOMHUTENbHbIE
MeToabl obcrneaoBaHus (aHanma kana Ha
naHkpeaTuyeckyo anactasy 1, MuKpo-
CKOMMYecKoe KOomporiormyeckoe uccne-
OOBaHMe, KOMMbKTepHas Tomorpadgus
WUNN peHTreHorpadusa OpraHoB rpyaHON
KINeTK1, NoceB Ma3ka 13 3eBa Ha MUKpO-

criopy).

[NocTtaHoBka anarHosa MB, paBHO Kak
1 npurnaweHne cembu Ans NpoBeaeHus
noToBor npobbl MNocrne MonoXuTenb-
HbIX TecToB Ha VPT, aBnaetca 6onbLuon
ncuxonorvyeckon npobnemon ans po-
auntenen, ocobeHHO Koraa 3TO KacaeTtcst
HOBOPOXAEHHbIX 6€3 KNMHMYECKMX Npo-
sABMNeHun 3aboneBaHus. B cTpaHax, roe
CKPVHWHT HOBOPOXAEHHbIX MPOBOANTCSA
B TeYeHMe HeCKONMbKMX FeT, npoueaypa
coo0LeHns pesynbTaTtoB obcrneaoBaHust
poauTensm oTpaboTaHa [0 MENOoYei.
Mbl cunTaem 3Ty TakTUKY onpaBOaHHOM
1N peKoOMeHOyeM ee BHe[peHVe B pervo-
HanbHbIX LeHTpax MB.

Kak nog4yepkuBaetca B EBponerickom
KOHCEHCyce Mo AMAarHOCTUKE U NeYEHUIO
MB, nogpobHble u wWaasume obbsicHe-
HUSA OmMarHosa cnegyeT faeaTb B Mnpu-
CyTCTBMM 0O0UX poauTENEN, akLeHTUPYS
BHMMaHMWE Ha CyLLECTBEHHOE yry4lleHne
NporHo3a, ycrnelHbix padpaboTkax Ho-
BbIX METOOOB NeYeHus, HeobxoaumMocCTu
ONUTENBHOTO aKTUBHOMO AUCMaHCEPHOro
HabniogeHns y cneuvanuctoB pervo-
HanbHOro (MeXpernoHarnbHOro) LeHTpa
MB [9]. Kpome Toro, He pekomeHayeTca
coobwatb O NOATBEPXOEHWUM AuarHo-
3a MB cembe HakaHyHe BbIXOOHbLIX MIu
npasgHuYHbix aHen. CnepyeT npepocTta-
BUTb HOMepa TenedOHOB, MO KOTOPbIM
MOXHO 0bpaTuTbCa poguTensam npu mx
6eCcrnoKoncTBE W/UNN B 3KCTPEHHbIX CIly-
Yyasx. B TeyeHve nepBbIX OHEN C MOMEH-
Ta yCTAHOBKM AnarHo3a pebeHoK JoMmKeH
ObITb AeTanbHO obcrnenoBaH Ans OLEHKM
0o6LLero cocTosiHus 1 TshxecTu 3abonesa-
HWs1, NOcrne Yero HeobXxoauMO HasHa4YNTb
nevyeHve n Aatb 3akniyeHne o6 uHBa-
nnaHoctu. Ocoboe BHUMMaHWE HYXHO
yoenuTb 06pas3oBaHMI0 YNIEHOB CEMbMU
6onbHoro MB. O6Gpa3soBaTtenbHas npo-
rpaMMa [AOImKHa HavumHaTbCa ¢ nogpob-
Horo obcyxaeHus 3aboneBaHus, BKIO-

Yas I'IaTO(*)VI3VIOJ'IOFVI}O BOBJ1€4EHHbIX
OpraHoB, OCIOXHeHUA, obocHoBaHue
Tepanun, reHetTundeckne mMexaHu3mbl U

NPOrHO3 B acrneKkTe BO3MOXHbIX BapuaH-
TOB TEYEHUs N BbhknBaemocTu. [Onsa no-
JIy4eHUs1 LOMNOMHUTENbHOM MHGOPMaLMK
cnegyeT coobwuTb poauTenam agpeca
COOTBETCTBYOLLNX WHTEPHET-CaNToB,
O[HOBpPEMEHHO 3aBEepUB MX, YTO cneuma-
nuncTel 6yayT roToBbl U B ByayLlem oTBe-
TUTb Ha Nobble Bonpockl. OYeHb BaXHO
noayepKMBaTb FOTOBHOCTb COTPYOHWUKOB
LeHTpa MB npuitn Ha noMoLb 1 NX A0-
CTynHOCTb. CTpaTervio Tepanum HyXHO
OObSACHATE B ONTMMUCTUYHOW MaHepe,
noayepkMBas ycrnex B NpeaoTBpaLleHun
UK, KaK MUHUMYM, 3aMeLNeHnN pa3Bu-
TUA OCMNOXHEHUN. Takke HeobxoaMmo
obcyauTb B JOCTYMNHOM hopMe TekyLme
n GyayuiMe HanpaBneHust Hay4HbIX MC-
crnegoBaHuii, YTO MOMOraeT MOBbICUTH
MOTMBaLMIO 1 BCeNsieT Haaexay. B psage
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cnyyaeB pogutensim MoxeT notpebo-
BaTbCA KOHCymnbTauusi ncuxonora. Yne-
Ham cemen GonbHbIX MB cnegyet npeg-
NoXuTb 00paTUTbCA B FEHETUYECKYIO
cnyxo6y. lNokazaHo NpoBeAeHUE NOTOBbIX
npo6 y cnbcos.

BHegpeHue B nocnegHve rogbl mac-
COBOIO CKPUHWMHIA HOBOPOXAEHHbIX B
psiae cTtpaH EBponbl cBMOETENBCTBYET O
3HauMTENbLHOM pasbpoce vacToTel MB no
cTpaHam (Tabn.2).

Mo paHHbIM M3 n CP P®, 3a 2006-
2008 . B Poccum Obino obcnegosaHo
3 074 402 HoBopoxaeHHbIX. [Npensapu-
TenbHas YacTtoTa 3aboneBaHusi no Poc-
cum coctaenseT 1 Ha 11 TbiC. HOBOPOX-
aeHHbiX. CnegyeT oTMETUTb, YTO eLle He
BCEM [OETAM C MOBTOPHLIMU BbICOKMMU
3HayeHusmn NPT npoBedeHbl NOTOBble
npo6bl, T.K. NO pasHbIM NPUYMHAM POAU-
Tenu OTKa3bIBalOTCA OT AAHHOTO Mccne-
poBaHus. CnepoBaTtenbHO, UCTUHHAs
yacTtota MB B Poccum Byget yTouHATbCS
1 BapbMpoBaTh No pernoHam (tabn.2).

EBponewickon accoumaumen MB co-
30aHa paboyas rpynna no HeoHaTanbHO-
My CKpuHuHry, B 2007 r. B Hee Bowna u
Poccus. 3agadeit aton rpynnbl aBnseTcs
aHanuM3 AaHHbIX pasHbIX CTpaH U perno-
HOB EBponbl 1 onTMu3aums nporpaMmm
MO CKPUHWUHTY.

Pesynbtathl ckpyHuHra Ha MB B Poc-
CVM MOTYT ObITb OLIEHEHbI TOMBKO Yepes
HeCKombKO NneT. B cTpaHax, rae CKpUHUHT
npoBoauTcs yxe okorno 20 net (Utanus,
®paHums, AHMKUA), yganocb CHU3NUTL
cpegHtoto Yactoty MB Ha 30-50% [10].

[nsa koHTpors 3a cocToAHMEM BONBbHO-
ro MB, B TOM 4u1crie 3a HOBOPOXAEHHbIMU
6e3 KnMHWYecknx nposiBneHun 3abone-
BaHWs, HeobxoaMMO perynsipHoe Habnto-
JeHune cneumanuctamm ueHtpa MB. llo
HaLleMy MHEHMWIO, OCMOTPbl AOMKHbI MPO-
BOOWTLCS Kaxable 2 Hepenu Ao 3 mecs-
LeB Xu13Hu pebeHka, fanee exeMecsayHo
[0 nonyroaa, Kaxable 2 Mecsiua ¢ nomny-

YacTroTa MyKOBHCIHI032
110 JAHHBIM HEOHATAJILHOI0 CKPUHHMHIA
B EBpone (2007 r.)

Hacrora BcTpevae-
Crpana MOCTH Ha KOJI-BO
HOBOPOXJICHHBIX
SamagHas Yexus 1: 9100
BenukoOpurtanust 1: 2700 — 1: 2850
Hranust 1: 2500 — 1: 5200
ABcrpust 1: 3500
Wcnanus 1: 4000 — 1: 10500
Dpanius 1: 4700
TTosbma 1: 5000
TIpumopckuil Kpan 1: 4000
Owmckas 00nacth 1: 6000
Openbyprekast oomacts [1: 14 000
Tarapcran 1: 8000
Kemeposckast oomacts [1: 11 500
CaepautoBckasi oomactb [1: 5500
AcTtpaxanckas oonacts [1: 6000
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roga [o 1 roga v Aanee exeksapTarnbHo.
lMpn ycnoBMM MOMHOTO KOMMMEKCHOro
obcnegoBaHua pebeHka B yCnoBUsX
cneumnannsnpoBaHHOro CTaunoHapa unm
pernoHansHoro ueHTpa MB cpasy nocne
NOATBEPXAEHUS AuarHo3a, B TeyeHue
nocnegyowmnx Mmecsaues, 0COGEHHO Bax-
HO AMHamu4veckoe HabngeHve 3a npu-
6aBkon mMaccel Tena, pesynsratamu Kor-
PONIOrMyYecKoro nccnegoBaHus (He MmeHee
1 pasa B mecsy go 1 roga), nokasatens-
MW naHKpeaTn4eckon anacrtasbel 1 B CTy-
ne (kaxgble nonroga npu naHavanbHbIX
HOpMarnbHbIX 3HAYEHUSIX), pesynsratamm
nccnegoBaHs MUKPOopbl B MoceBe
Maska W3 pPOTOMMOTKN U KIMMHWUYECKUMU
aHanm3damu kposu (1 pa3 B 3 mecsua). B
cryvae MaHudecTaumm pecnmpaTopHOro
cvHOpOMA, pa3BuUTUS 00OCTPEHUst BPOH-
XOfIero4yHOro mpouecca Unu OoTCyTCTBUSA
)Kenaemoro KOHTpOns Haj CUMMTOMamu
3aboneBaHns MoxeT notpeboBatbcs U
pononHuTenbHoe obcrnenoBaHve (peHT-
reHorpaduyeckoe nccrnegoBaHme nerkmx
UM KOMMblOTEpHas Tomorpadus, nunu-
Jorpamma kana, 6uoxMmMmyecknin aHanma
KpOBW, NpoTenHorpamMma v ap.).

Knaccuyeckuin  mykoBuCLMAO3 — Xa-
pakTepusyetcs nporpeccmpoBaHnem
BPOHXONEroYHbIX M3MEHEHWI, NaHKpea-
TUYECKON AUCKYHKUMEN, YyBEnuYeHnem
XMOPWAOB NOTa U MYXCKUM Becnnognem.
[o 20% HoBopoxaeHHbIx ¢ MB umetor
MeKOHManbHbI uneyc. Apyrue guarHoc-
TUPYIOTCH C MHLIMW NPOSBNEHUAMM, Ha-
YnMHasA OT nepuofa HOBOPOXOAEHHOCTU U
[0 B3pOCIIOro COCTOSHMS.

JleueHne pebGeHka, GonbHoro MB,
HY>XHO Ha4yMHaTb cpasy nocrie NocTaHoB-
kn guarHosa. Obbem Tepanuu 3aBuCUT
OT KIMMHUYECKMX MPOSABNEHUA U pesynb-
TaToB NabopaTopHbIX N MHCTPYMEHTarb-
HbIX MeTogoB obcrnenoBaHus. Bcem Ho-
BOPOXAEHHbIM 1 AETSIM NEPBbIX MecsLEB
Xu3Hu ¢ MB nokasaHa kuHe3auTepanus,
He3aBMCHMO OT Hanuunsa y HWUX NpuaHa-
kOB OpOHXOneroyHoro mnopaxeHus. Y
rPyAHbIX AETEV NPYMEHSIETCA NaccuBHas
TEXHWKa KMHe3uTepanuu, BKIoYatoLlas
TepaneBTUYECKME MOMOXKEHUSA, KOHTaKT-
Hoe AblxaHue, nerkyto Bubpavuto, norna-
XKUBAHUS, a TaKke 3aHATUA Ha Made. Ha
3TOM 3Tane O4YeHb BaXeH TECHbIN KOH-
TaKT ¢ pebeHKoM, BCe 3aHATUS [OMMKHbI
ObITb MPUSATHBI Maneiwy. Y geten ¢ ma-
nedwMmMn cumnToMamy BGpoHXMansbHoN
OBCTPYKUMM  KMHE3WTepanus NpYMeHs-
€TCH B KOMMIEeKce C MyKONMUTUYECKUMU
npenaparamu 1 6poHxogunaratopamu.

Mo paHHbIM Verhaeghe C. c¢ coas-
Topamu n3 benbrun, B neroyHom TkaHu
nnogoB ¢ MB oTmedeHO agocTtoBepHoe
MOBbILLEHWE YPOBHSI MNpoBOCManuTenb-
HbiX ©enkoB, 4YTO TOBOPUT O pPaHHEM
Havane BOCNanUTENbHbIX MPOLECCOB,

npeaLecTByOLWNX Pa3BUTUI0 UHAEKLNN
[11]. B cBs3n ¢ 3TMM, Kak CBUAOETENbLC-
TBYIOT HalM KIIMHWYECKMe HabnogeHus
W UCCrnefoBaHWs, OnpaBOaHO paHHee
HasHaveHune [JopHasbl-anbda, Tak Kak y
3TOro npenapara Hapsiay C BbIpaXXeHHbIM
MYKONUTUYECKAM U NPOTUBOMUKPOOHbBIM
achbhekTOM OTMEYEHO NpOTMBOBOCMANM-
TenbHOe [ENCTBUE, XapaKTepuaylLiee-
CSl CHWXeHWeM B BpoHXxoanbBeOnspHOWN
XWAKOCTU MapKepoB BOCMNaneHus (Hew-
TpoduneHas anactasa, W1-8).

Mo paHHbIM psga astopoB [2, 10],
[opHaza-anbca npenaTcTByeT o0b6pa-
30BaHMI0 Brodunbma BOKPYr MUKPOKO-
noHuin Ps.aeruginosa. Takum obpaszom,
paHHee Ha3HadeHne [JopHasbl-anbda
CMocoOCTBYET CHWXeHUO OakTtepuanb-
HOW KOMOHM3auun 1 MHdEeKUMn BpoHXm-
anbHoro TpakTa.

PesynbraTtbl MHOrONETHEro u3yyYeHusi
N KMMHUYECKOro HabrogeHust B pamkax
3NMAEMUOIIOTMYECKOTO  UCCreoBaHNs
(ESCF), nposepeHHoro Konstan M. B
2007 r., ybeauTenbHO Mokasanu 3Hauu-
TenbHoe 3amearnenne (Ha 35%, p<0,001)
exerogHoro nageHns O®B1 y 6onbHbIX,
nonyyaswux [opHasy-anbda, Torga
Kak Yy KOHTPOMbHOWM rpynnbl B BO3pac-
Te 8-17 net nageHne O®PB1 HapacTano
(p<0,001), a y B3pOCAbLIX HE W3MEHU-
noce.

KnuHnyeckne HabniogeHus [1,2,10]
M cneumanbHble uccrneaoBaHus addek-
TMBHOCTM [lopHasbl-anbda ykasbiBaloT
Ha ynydlleHne obLLero CoCTosiHUS, yBe-
nMyeHne nokasatenen yHKUUM Nerkux,
CHWKeHNe uymncna oBOCTPEHWI XPOHM-
yeckoro OpoHXonero4yHoro npouecca y
OOMNbHBIX C NErkMM U CPeaHETSKENbIM
TeyeHnem MB. OpHako, nonNoXuTenb-
Has AvMHaMuKa HabniogjaeTca He y Bcex
6onbHbIX, nonyyatowwmx JopHasy-anbda.
YyeHble 13 benbrum, nsyvas ponb psiga
(PaKkTopoB, BMAMAKOLWMX Ha Je4yebHbIN
adpdektT [opHasbl-anbda, Hawmm, 4YTo
HU3Koe codepXaHue B GPOHXONEroYyHoMm
cekpete Mg2+ n B MeHbLUEeN CcTeneHu
K+ cHwxkaeT adhdekTMBHOCTL [JopHasbl-
anbca [12]. Bonee Toro, gobaeneHve
Mg2+(npvem BHYTpb) aTON rpynne 6onb-
Hbix MB yBenuumBaiT a(pdeKTMBHOCTb
[opHasbl-anbda.

He notepsin CcBOEro KivMHUYeCKOro
3HAYEHNs1 U BCEM XOPOLLO W3BECTHbIN
MyKonuTUK N-aueTunumcTemH nu amoGpok-
con (Hanpumep, ALLL nnn ambporekcan,
dupmbl Sandoz, rpynnel Ho-BapTtuc). Kak
CBUOETENbCTBYIOT paboTbl OTEYECTBEH-
HbIX 1 3apybexHbix aBTopoB, N-auetun-
LMCTEUH OKa3bIBaeT Hapsdy C MyKONUTK-
YECKUM BbIPAXXEHHOE aHTUOKCUAAHTHOE
pewncteue [2,13]. Bonee TOro, B CBA3MU
C pasHbiM MEXaHW3MOM [ENCTBUS Mbl
camu, Hepefko, B nepuog oboctpenust u/
unu y Taxensix geter ¢ MB, HasHayaem

HopHasy-anbia BmecTe ¢ N-auetunumc-
TEVHOM 1 BUOUM CUHEPTU3M UX 3dpdhekTa.

Bcem HoBOpoxaeHHbIM ¢ MB, nmeto-
LLIMM HM3KYIO Maccy Tena u/mnu KnnHuyec-
Kne MpOSIBMEHNS KULLIEYHOrO CUHApOMA
(49%), Nnn HM3KMe 3HaYeHUs pekanbHOM
Onacrtasbl 1, nokaszaHa 3aMecTuTenbHas
Tepanus MUKpocepuyeckuMmn naHkpea-
TU4ecknMu cdepmeHTammn ¢ PH-4yBCTBU-
TenbHoM obonoykorn (Hanpumep KpeoH,
dupmbl Consert ®apma) nog KOHTponem
KO-Mporpammbl, 4acToTbl W XapakTtepa
CcTyna, exemecsidHoW npubaBkM Beca.
O6si3aTenbHbIM - ABNSETCA HasHayYeHue
XMpOpPacTBOPMMbIX  BUTamuHoB  [14].
Cnenyet 3ametutb, 4to B 2009 . B PO
nosiBUTCS HoBasl, bonee akT1BHas no nu-
nase, popma KpeoHa. Takum obpasom,
Ha POCCUIACKOM pblHKe OyayT npucyTc-
TBOoBaTh KpeoH 10 000, Kpeon 25000 wn
Kpeon 40 000.

[lo HacTosLlero BpeMeHU OTKPbITbIM
OCTaeTcsl BOMPOC O LenecoobpasHocTu
NPOUNaKTUHECKOTO  Ha3HaveHus  yp-
copesokcmxoneson kucnotel (YOXK), B
YacTHOCTM npenaparta YpcocaH, ovpMbl
MpoMegalpara.LUC, ana npegynpexae-
HUS M/unu 3ameaneHns GopMMpoBaHUS
LumMppo3a neveHn. Hawm MHoroneTHue Ha-
ontogeHua ybexxgatroT B He0OXOAMMOCTH
paHHero HasHaveHuns YOXK 6onbHbIM CcO
CMeLLaHHOM hopMOor MyKOBMUCLMA03a.

OueHb BaXHbIM SIBMSIETCH BOMPOC O
pauMoHanbHOW  aHTMOMOTMKOTEpanuu.
XOpowo n3BEeCTHO, 4YTO 6GonbHbiM MB
HeLlenecoobpas3Ho 4acTo rocnutanusu-
poBaTbCs MO psdy CoumanbHbIX, Meau-
LIMHCKUX, MCUXOINOTMYECKNX N IKOHOMMU-
yeckux npuumH. [losTtomy nosBneHve
WHransiyMoHHbIX  3pEKTUBHBIX aHTU-
6uotukoB (Bpamutob, cdupma KbE3WU;
TOBW, dwmpma Hoeaptuc; KonuctuH,
npoussoauTens dupma [ploHeHTanb,
anctpubbiotep Butadapm) Ha poccuii-
CKOM (bapMaLEeBTUYECKOM pbIHKe, Gesy-
CMOBHO, SABNSETCA NPOPbIBOM B ahdek-
TVBHOM Jl€4YEHMN MEPBUYHOrO BbICEBA,
WNHTEPMUTTUPYIOLLEN KOMOHU3ALMU U XPO-
Hu4yeckon Ps.aeruginosa nHdekunun.

B 3akmioueHve cnegyetr OTMETUTB,
yto 2006-2007 rr. B Poccun, Gesycnos-
HO, BOWAYT B UCTOPUIO 3HAYUMBLIMW TO-
CYLapCTBEHHBIMU PELLEHUSIMU BOMPOCOB
paHHeln AMarHOCTUKN U NeKapCTBEHHOIO
obecneyeHus GonbHbix MB Bcex BO3-
pactoB. becnpeueneHTHoe pelueHue
MpasuTensctBa PP 1 cOOTBETCTBYIOLLNIA
Mpuka3 M3 1 CP P® Ne185 o BkntoueHnn
MB B lNepeyeHb HacneacTBeHHbIX 3a60-
neBaHuii, noanexawnx obszatenbHomy
CKPVHUHTY  HOBOPOXIEHHbIX, crieayet
npu3HaTbh NOBOPOTHBLIM NMYHKTOM B Kapau-
HaNbHOM PEeLUEHUN paHHEN AMArHOCTUKN
MYKOBUCLIMA03a.

3akoH «O BHeECeHWM W3MEHEeHW B
depepanbHbin 3akoH N 238-93 “O de-



aepanbHoMm Gropkete Ha 2007 rog’» c
nocnegywLwmmMm pacnopsikeHvem pasu-
TensctBa P® N 1328-p ytBepgun pop-
Hasy-anbga Kak npenapart, LeHTpanu-
30BaHHO 3aKynaembli 3a CYET CpPencTB
denepanbHoro OrompkeTra nekapCcTBEH-
HbIX CpeacTB, MnpefHasHayeHHbIX Ans
neveHns BGOnbHbLIX MYKOBMCLMOO30M Ha
2008-2009 rr. T.e. Hanbonee OOPOrocTo-
AWMA NpenapaTt gopHasa-anbda byner
NpefocTaBnATbCs BceM OOnbHbIM  Mpu
HanNUuuMU amMarHosa MyKOBMCLMAO3, BHE
3aBUCMMOCTN OT Hanuuns WUHBaNUAHOC-
TM. B COBOKyMHOCTM C MpoOOOSmKEHMEM
aenctena  HaumoHanbHOM nporpaMmbl
OOMOSTHUTENBHOTO NIeKapCTBEHHOro obec-
neyeHus (OJ10) KM3HEHHO BaXXHbIMU Me-
ankameHTamu 6onbHbIX MB cosgaetcs
peanbHas BO3MOXHOCTb 3HAYMTENbHOIO
NOBbILIEHNS HE TONbKO KayecTBa, HO U
cpenHewn NPoAOIHKUTENBHOCTU X XXU3HW.

Ewe pa3 xotenocb Gbl NogYeEpPKHYTD,
4YTO ANs NONy4YEeHUs OLLYTUMbIX pe3dyrbTa-

YOK 616-036.22; 616/618; 61:575

TOB MO YNyYLUEHNIO XM3HM BonbHbIX MB,
COMOCTaBMMbIX C 9KOHOMUYECKM pa3Bu-
TbIMW CTpaHamu, Heobxoaumo NoHMMa-
HWE rOCYyAapCTBOM BaXKHOCTU HE TOSbKO
CBOEBPEMEHHOIO BbISIBNEHUS GOMbHbIX
MB, HO 1 co3gaHns HeOOXOAMMBIX YCIo-
BUM OANSA UX HabnogeHus 1 nevyeHust Ha
BCcen Tepputopum Poccun.
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HACNEACTBEHHAA HECUHOPOMAJIbHAA AYTOCOMHO-
PELEECCUBHASA MNMYXOTA B AKYTUWN: MOJIEKYNIAPHO-
FEHETUYECKMUE ACMEKTbI U OMNbIT KOXNEAPHON
MMIMNNAHTALIUN

Llenb nccnepoBaHuUA: n3y4yeHne NpuYnH BO3HUKHOBEHUSI OAHOIN 13 YaCTbIX MOHOreHHbIX natonoruin B Pecnybnuke Caxa (AkyTtus) - Hacnepc-
TBEHHOW HECUHOPOMArbHOW ayTOCOMHO-PELIECCUBHOW MMyXOThbI

MaTepuan u meToAbl: NPOBEAEH NOUCK MyTaLuii B koampytoLe obnactu reHa GJB2 (koHHeKCMH-26) ¢ MoMOLLblo aHanv3a koHpopMaLMoH-
HbIX MONMMOPN3MOB OQHOHMTEBLIX bparmeHToB (SSCP-aHanu3) ¢ nocneayoLmm onpeaeneHnemM HykneoTuaHOW nocrneaoBaTenbHOCTU Ha aB-
TomaTnyeckom cekBeHaTope ABI Prism 310 (Applied Biosystems) y 79 nauueHToB 13 65 HepoACTBEHHbIX CEMEW C MAarHO30M «HeCUHApPOMarbHasi

BAPALLKOB Hukonai AnekceeBud — K.6.H.,
H.c. AHLl KMIM CO PAMH; OIXEMWIEBA
Jluna YcenHoBHa — K.M.H., C.H.C. IHCTUTyTa
OMOXMMUN N TEHETUKN YHUMCKOrO Hay4yHOro
ueHtpa PAH; ®EOOPOBA CappgaHa Apka-
abeBHa — A.6.H., 3aB. na6. AHL, KM CO
PAMH; TEPKOTUH ®epop Mwuxainnosuy
— Bpay cypgornor-otopuHonapuHronor Cyp-
ponoroneguyeckoro ueHtpa PB Ne1 — HLM;
®ENOTOBA 3nbBupa EropoBHa — K.M.H.,
3aB. Cypgonoronegnyeckum ueHTpoMm PB Ne1
— HUM; TASETOAUMHOB Angpen Maynetazss-
HOBUY — K.6.H., cTaxep-uccrnegosatens WH-
ctutyta Guoxumum un reHetukn YHL, PAH;
KOHOHOBA CappaHa KoHoHOBHa — K.0.H.,
c.H.c. AHL KMIM CO PAMH; CYXOMSACO-
BA Awntanuna JlykmuHa — k.M.H., 3aB MK
PB Ne1 — HLUM; F'YPUHOBA EnusaBeTta Ero-
poBHa — Bpay reHeTuk MK PB Ne1 — HLM;
AJIEKCEEBA CgeTnaHa lMeTpoBHa — Bpay
reHeTMK MedMKO-TEHETUYECKON KOHCYnbTauum
PBE Ne1 — HUM; HOFrOBULIbIHA AnHa Hu-
KonaeBHa — K.M.H., 3aB. na6. AHL KMl CO
PAMH; MAKCUMOBA Hapgexana PomaHoBHa
— K.M.H., rn.H.c. AHL, KMIM CO PAMH; XYC-
HYTOAUHOBA 3J1b3A KAMUNEBHA — 1.6 1.,
npod., 3aB. OTaenom reHomukn WHctutyTa
Guoxummn n reHetukn YHLL PAH.

OBYXCTOPOHHAS CeHcoHeBpanbHasi TyroyxocTb IlI-IV cteneHn»

PesynbraTtbl. Cnektp myTauui rena GJB2 y 6onbHbix B Pecnybnuke Caxa (AkyTus) npep-
CTaBneH NATbi peueccuBHbIMM MyTauusmu - 35delG, V371, 312-326del14, 333-334delAA,
R127H n 3 nonumopdHbiMM BapuaHTamu - V271, M34T, E114G. B nccneposaHHol Bblibopke
B0nbHbIX MOKa3aHa aTHNYeckast HEOAHOPOAHOCTb MO CNEKTPY U YacToTe MAEHTUMPULMPOBaHHBLIX
MyTauui 1 nonnuMopdHbIX BapnaHtoB. Mytauun rera GJB2 BbisiBnieHbl y 50.1% He poacTBeH-
HbIX 6OMNbHbIX EBPONEOVAHOMO NPOUCXOXAEHNS (PycCKue, YKpauHLbl, UHIywmn) n 7.2% - y naum-
€HTOB SKyTOB. B paboTe npeacraBneH nepBblii OTEYECTBEHHbIV OMbIT MPOBEAEHNS KOXIeapHON
mMmnnaHTaumum pebeHky ¢ BpOXAEeHHOW HacneaCcTBEHHOW HECMHAPOMAIbHON ayTOCOMHO-peLiec-
CVBHOW CEHCOHEBPAaribHON NoTepe criyxa obycnoeneHHon myTaumen 35delG

3akntoyeHune. Huskun Bknag mytaumm reHa GJB2 B pa3BuTUE HECMHAPOMAIbHOW CEHCOHEB-
panbHOW rMyxoTbl B NOMYNALMN SKYTOB, BEPOATHO, ONpeAenseTca MyTaunsaMm B Apyrux reHax,
KOHTPOMUPYHOLLMX NPOLIECC 3BYKOBOCMPUSATUSA

KnioueBble cnoBa: rnyxota, reH GJB2, koxneapHas umnnaHTauus,
(AxkyTnsa)

Pecny6nvka Caxa

Aim of study: To study the reasons of nonsyndromic sensorineural hearing loss, one of
frequent hereditary pathologies in the Republic of Sakha (Yakutia), the search of mutations is
conducted in the coding region of GJB2 gene in 79 patients from 65 families with a sensorineural
hearing loss of IlI-IV degree (moderate and profound).

Results. In GJB2 gene in patients from the Republic of Sakha (Yakutia) we identified 5
different recessive mutations 35delG, V37l, 312-326del14, 333-334delAA, R127H and three
sequences variant V271, M34T, E114G. In Caucasian patients (Russians, Ukrainians, Ingush)
the mutations 35delG (41.7%), 312-326del14 (4.2%), 333-334delAA (4.2%) were found. In Yakut
patients with non-syndromic sensorineural hearing loss the mutations 35delG (2.1%), V371
(2.1%), R127H (1.0%) and sequences variants V271 (6.3%), M34T (1.0%), E114G (1.0%) were
identified. GJB2 mutations were found in 50.1% Caucasians patients and 7.2% Yakut patients.

Conclusion. Low frequency of GJB2 mutations in Yakut individuals with non-syndromic
sensorineural hearing loss, can testify to the presence in Yakut population of mutations in other
genes, responsible for infringement of sound perception process.

Keywords: deafness, GJB2 gene, cochlear implantation, Republic Sakha (Yakutia)






