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PACITPOCTPAHEHHOCTDb MYKOBUCIIMAO3A B BOPOHEJXCKOM
PETUOHE

'Kadeppa nepnarpunu redeOHOTO hakyabTeTa ['0CyAapCTBEHHOTO 00pa30BaTEABHOIO YUPEsKASHUS BBICIIETO
npodeccruoHaAbBHOrO 00pa3oBaHus « BopoHesKCKas roCyAapCTBeHHAsI MeAUITMHCKAs aKapAeMuUs
nM. H.H. Bypaenko»,*Me>xo6aacTHas MEeAUKO-TeHeTHYeCKast KOHCYAbTanus r. Boponeska, r. Boponex, PO

B 2006 r. B P® mHauara peanusamnus IpOrpaMMbl HEO-
HATaJbHOTO CKpWHUHTA Ha MyKoBucruzmosd (MB). Macco-
BbIfI CKpMHUHT Ha MB mosBossieT cBOeBpeMEHHO CTaBUTH
IuarHo3 u 0e30TJIaraTejbHO IPUMEHATH BECh KOMILJIEKC Te-
PaleBTUYECKUX MEPONPUATUN, CYIECTBEHHO YJIydIas
mporuos 3aboseBanusd [1-4].

B mamem permoHe HeOHATaJBHBIM CKpUHUHT Ha MB
npoBozutrca ¢ uoHa 2006 r. mo HacToAiee BpeMa. IIpor-
pammMa BbITIOJIHAETCS Ha 6a3e MeskobiacTHO MeIUuKO-TeHe-
TUUYECKOH KOHCYJIbTAIMY IPY aKTUBHOM YyYaCTHUHU COTPY.-
HUKOB IleHTpa MB.

ITenb paboTel — UBy4YUTh pacrpocTpanenHocts MB B Bo-
POHEKCKOM PErruoHe II0 JaHHBIM HeOHATAJIHHOTO CKPUHUHTA.

B paboTy BKJIIOUEHBI Pe3yJIbTaThl IIPOBEIEHUS HEeOHA-
TajgbHOro cKpuHuHra Ha MB B BopoHe:xckoii 001acTu ¢ Uio-
Hs 2006 r. mo gexabps 2007 r.

Buenpenune HeoHaTa/bHOU quarHoctuku MB B Hamiem
peruoHe OKasajioCh BO3MOJKHBIM OJiarofiaps CJIeAyIOIUM
YCIOBUSAM:

— mpoBogutcsa JHK-tunupoBamme 9 MarkOpHBIX MyTa-
muii rera CFTR B Meo001aCcTHON MeIUKO-TeHeTHYeCKOol
KOHCyJbTaliiu T. BopoHeska, Tjie opraHm3oBaHa cepTudu-
IIUPOBaHHAA MOJEKYJIAPHO-TeHeTUUECKaA J1abopaTopus;

— B perunoHe mMeeTca UHGPACTPYKTYpa IMOMOIIH 6OJIb-
HbIM MB — IleHTp MyKOBUCIIII03a, OCHAIIIEHHBIH aHaIM3a-
TopoMm mota «MakponakT» dupmbl Beckop (CIITA) ¢ mocra-
TOYHBIM KOJIMYECTBOM PACXOJHBIX MaTEPUATIOB;

— B IlenTpe paboTarT COTPYIHUKY, O0OyUeHHbIE COBpE-
MEHHBIM MeToaM nuarsoctuku MB.

CKPUHUHT HOBOPOXKAEHHBIX IPOBOAUIICA B 4 pTama.

I sram — Ha 3—4-11 feHb y HoHOIIEHHOTO (7—8-i1 TeHD —
Y HEJTOHOIIIEHHOT'0) pebeHKa ONpeAeai0oT UMMYHOPeaKTUB-
vuii TpuncuH (MPT) B BricyIlIeHHO# Kaljle KPOBU; Ha
II srane mpu nostosxkuTeIbHOM pesdybrare (60ee 70 Hr/ M)
WUPT na 21-28-#1 neud npoBoaat noBTopHbiid UPT Tect; 111

9Tal — MIPU MOJOKUTEILHOM peadybrare perecta (6osee 40
HT/MJI) OCYUIECTBJAIOT TPEXKPATHYIO IOTOBYIO HPOOY B
ITentpe MB. PeGeHOK KOHCYJIbTUDPYETCA CIIEIIVAJIMCTAMU
meHTpa; IV sTan — mpu mOJI0KUTESIHHOM (MJIM IOTPAHUY-
HOM) pes3yJibTare moToBoi mpobsl nposogar [JTHK-guarsoc-
TuKy 9 maskopubIx mytanuii rera CFTR B merxo6iacTHOM
MeANKO-TeHeTUYEeCKOM KOHCYIbTanuu r. Boponesxa.

IIpenBapurenbubie pesyabraTbl (uionb 2006 r. — me-
Kabpp 2007 r.) CKpUHUHTA HOBOPOXKIEHHBIX HAIIIETO Peru-
oHa caepnyiomiue: us 26 681 HOBOpoKIeHHBIX Yy 260 mosy-
yeH moJioskuTeabHbIH TecT Ha UPT (Gosee 70 ur/mi), us
HUX TOJIOXKUTeNbHBIN peTecT HA UPT (6oee 40 ur/ma) yc-
TAHOBJIEH y 7 manueHToOB (5 MaJbUYMKOB U 2 EBOUKU).

HeraM ¢ monoKkuTeabHbIM peTecToM npoBegena JTHE-
nuarHoctTuka 9 Hambosee yactbix myrarnuii B reie CFTR,
cocraBasiomux 68,1% oT obIero umcyia MOBPEKISHHBIX
XPOMOCOM.

BriABieHb! cieqyioniie MyTaluy TeHa: y 3 ManueHTOB
ycranosjeHa myranusa F508 del B romosuroTHom cOCTOS-
HUU, v 3 60oabHBIX — MmyTanusa F508 del — rereposuroruoe
HOCHUTEJIBCTBO U OJUH GOJIBbHON — reTepo3UroTHBIN KoMIIa-
yHg mo mytanuu 1677 del TA.

Houa myranuu F508 del B roM03UTOTHOM COCTOSAHUU
cocraBuia 42,8%, a ¢ yueToM KOMIIQYHJOB I10 MYTAIlUU
F508 del pons mamueHTOB ¢ caMoOil pacIPOCTPaHEHHOMN My-
Tamuei cocrasuia 85,7% , YTO HECKOJIBKO IIPEBLIIIAET Yac-
ToTy Habmiomaemyo B EBpomeiickoit wactu Poccuu [5-7].
BceM fmeTsaM ¢ IOJIOMKUTETBHBIM PETECTOM IIPOBENEHO HC-
ciieoBaHMe XJIOPUIOB mora Ha mpubope «MaxpomaxkT», y
6osbHBIX ¢ myTamuein F508 del xak B romo-, Tax u retepo-
3UTOTHOM COCTOSTHUY PE3YJIbTATHI IOTOBOTO TeCTa OBLIN I10-
JIOKUTEJBHBIMU: CPefHee 3HAUEHNE XJIOPUAOB IIOTA COCTA-
Buio 106+12 mmonb/un. IlanmednT KoMuayHy Mo MyTamuy
1677 del TA umes morpaHuYHbLIE 3HAUEHUS TPEXKPATHOTO
noroBoro Tecra (64+4 MMOJIb/JI).
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Bce manueHTs ¢ MecAYHOTO Bo3pacTa He perxe 1 pasa B
2 MecAlla KOHCYJIbTHPYIOTCA B meHTpe MB r. Boponesxa.
TonbKO OLMH peOeHOK He HAXOAUTCA Ha PEryJIAPHOM AVC-
IIAHCEPHOM yUeTe B CBA3U C HECOTJIACUEM POIUTEJIeN IIPU3-
HaTh (DaKT HACJIELCTBEHHOIO 3a00JIeBaHNUA.

Knuanueckoe HabI0LeHNE 32 BCEH IPyHIION OOJIBHBIX
u HocuTeJsied reHa MB BKJIIouaeT MOHUTOPUHT IeJIOT0 Paga
KIMHUYECKUX, PYHKIIMOHAJIBHBIX U JIAOOPATOPHBIX IIapa-
MeTPOB: TIIaTeJbHBIN cOOp aHaMHe3a, (hu3uKaabHOe o0ce-
IOBaHUeE, OIeHKA HYyTPUTUBHOI'O CTATYyCA, [10 MOKA3aHUAM —
peHTreHorpadusa U KOMIIbIOTEepHAA ToMorpadus IpyaHOI
KJIeTKH, YIbTPa3BYKOBOE HMCCIeJOBaHIE BHYTPEHHUX Opra-
HOB, OIIpeJieJieHre ra30BOT0 COCTaBa KPOBU, MCCIeIOBaAHIE
MOKPOTBI, OMOXMMUYECKUI aHaau3 KPOBU, reMorpaMma u
KomporpamMmma.

Bpauu niearpa MB pa6oTaioT B TECHOM COTPYAHUYECTBE
¢ accortuarnueit poguteseii. CeMbl, B KOTOPBIX BIIEPBBIE BbI-
sABJIeH 00JbHOM MB, HaX0oAAT OOJIBIIYIO ICUXOJOTMYECKYIO
O IEP?KKY He TOJIbKO CO CTOPOHBI Bpayeil, HO U 4JIeHOB Bo-
POHEKCKOI accouauy poauTesiei gereit, 6oabHbIX MB.

Popurensm gaHbl m0ApOOHBIE O0BACHEHUS AUATHO3a,
TMOUEePKHYTHI yCIIeXU IIOCJEeIHUX JIET IO BBIPAOOTKe 3ad-
(GeKTUBHBIX METOIOB JieUeHUs 3a00JieBaHUA, pa3bsICHEHA
HeOoOXOJUMOCTh PEryJAPHOTO0 AUCIAHCEPHOTo HabJome-
Huda. IIpenocraBiaer HOMep Tesed)OHA, IO KOTOPOMY DOIM-
TeJIUu BCETZa MOTYT O0PATUTHCA 3a IIOMOIIBIO IIPU BOSHUK-
HOBEHUU BOIIPOCOB U HEOOXOJMMOCTHU SKCTPEHHOM IOCIIUTA-
JIM3aIUN.

IeTsasM mpoOBeLeHO IOJHOE KJIWMHUYECKOe o0cjenoBa-
Hue. Cocroanue 3 mamueHToB (romo3uroT no myraruu F508
del) omeneno Kak Tsaxesnoe, y 2 us Hux medoor MB cocto-
s1ICs B (DOpME MEKOHUAJIBbHOTO UJIeyCa, U OHU UMEIOT IIPeu-
MYIIeCTBEHHO KUIIeUHYI0 (hopMy 3aboaeBaHuA. [larimeHTHI
IIPOOIIEPUPOBAHEI, MOJYUYAIOT aJeKBaTHYIO (pepMeHTOTepa-
U0, OAVH U3 HUX UMEeT Y I0BJIEeTBOPUTEIbHBIE ITapaMeTPhI
¢GusuuecKoro pasBUTHUA, Macco-pocToBoit mHAexkc (MPU
91,2%). ¥V BTOpOro peGeHKa II0CIEONEePAIIOHHBIN TePUOL,
MIPOTEKaJI C OCJIOKHEHUSMU, 3aKPbITHE KOJOHOCTOMBI M0
HACTOSAIIET0 BpeMeH! He COCTOSIOCH B CBSABHU CO 3HAUNTEIb-
HBIMU MeTa00JIUYeCKUMU U BTOPUUYHBIMU UMMYHHBIMU Ha-
PYIIeHUAMHU, OH OTCTaeT B (GU3UUECKOM PA3BUTUU II0 Mac-
ce, MPU 83,2% . JIumib y oguo# 6ospHOME MB ¢ MecssauHOTO
Bo3pacTa MaHubecTHpoBaa B hopMe ABYCTOPOHHEH ITHEB-
MOHUM, YIIOPHOI MacCUBHOII cTeaTopeu. [[eBOUKe yCTaHOB-
JIeH TUarHo3 TAMKeJIoU cMmeltanuoi ¢gopmbl MB, 1 ToibKO y
Hee U3 MOKDOTHI BbICEBaeTCA CUHETHOHAA HaJouKa. Bosb-
Hasd IOJIyYaeT PeryasapHoe KOMILIEKCHOE JIeUeHe B CTaIli-

oHape 1menTpa MB, crabuiapHyi0o 6a3ucHy0 Tepanuio (ep-
MeHTaMu, JopHasoit o. CocTosHMe cTabMIbHOE, 6e3 yXyI-
IIeHU A, HO IapaMeTPhI (PU3MUECKOr0 PA3BUTHSA HA HUKHEN
rpauure Hopmer, MPU 89,3% .

ITanmenTs! KoMmmayuael mo myrtanuu F508 del coxpa-
HAT HYTPUTUBHBIA cratyc, MPU 92+2%, pecunupartop-
HbIe CUMIITOMBI IIPOSBIAIOTCA B (hopMe GPOHX000CTPYK-
TUBHOTO CUHIPOMA CPEeIHelN TSKeCTH, U3 MOKPOTHI BbIJIe-
JIeH 30JIOTUCTBIN CTA(PUIOKOKK.

TepameBTuuecKas mporpaMma IJIaHUPOBAJIACh WHIU-
BUAYaJbHO, HAUMHAJIACH He3aMeJINTeJIbHO IIocie Bepudu-
Kaluy AMarHo3a ¥ BKJOUYAJa 3aMEeCTUTENbLHYI0 TepaIuio
depmeramu u ButamuHamu A, D u E, npu pecnupaTopHBIX
CHUMIITOMAX KCIIOJb30BaJU BHYTPUBEHHYIO aHTUOMOTHUKO-
Tepanuio (redrasuguM, rnedrpuakcor). ITamuerTtsr addex-
THUBHO JIeUaTCsA C MCIIOJb30BaHUEM HeOyJaii3epHBIX WHTa-
JAANUNA MYKOJUTUYECKUX CPeACTB (aMOPOKCOJ TUAPOXJIO-
puz, mopHasa 0), KWHEe3UTepannu, Ja3epoTepanu U MUK-
pocheprueckux (epmeHToB. Bce marueHTbl obOecIeueHbI
UHIWBUAYAJIbHBIMUA HHTAJATOPAMU.

PeGenoxk xommayHpa mo peaxoit myranuum (1677 del
TA) nmeeT BHICOKUME IOKAa3aTequ (hUBUUECKOTO0 PA3BUTHA,
MPU 92+2% , pecnupaTOPHBIX SNIN3070B He ObLIO, HO Oec-
TMOKOAT PEIUAMBLI THOMHOTO PUHUTA, MOJYUaeT JIeUeHUE B
JIOP-ormenenumn.

Bce mamueHTHI 3aperucTPUPOBAHBI B peecTpe GOTBHBIX
nenrpa MB. Ilogcunrana pacupocrpaneHHocts MB no manu-
HBIM HEOHATAJIbHOTO CKPUHUHTA B PETHOHE (IIpeBapUTEIb-
HBIe pesyJsbTarel). Pacnpocrparensocts MB, o tanHbIM Heo-
HATaJbHOTO CKPUHWHTA, B PeTHOHE cocTaBisaeT 1:4476 HOBO-
POXKIEHHBIX, UTO BHOCUT KOPPEKIINIO B PaHee MOJyUYEeHHbIe
CBelleHUs U, HA HAIl B3TJISI, AefICTBUTEIBHO OTPAYKAET KC-
TUHHBIE IIOKa3aTeJau pacupocTpaneHHocTu MB B peruowne.

Heonaranbablii cKpuHUHT Ha MB — HOBBIN ITOAXO0H K
paHHel AuMarHOCTUKe 3a0oJieBaHusA, TpedyeT mabHENIIero
IIIUPOKOTO BHEAPEHUS, ITO3BOJISIET YCTAHOBUTH MCTUHHYIO
YaCcTOTY MATOJOTUU B PETMOHEe U 00eCIIeUnTh 9(PPEeKTUBHYIO
MeIUKO-COINAJIbHYI0 MPOTPaMMy IIOMOIIU AeTAM, CTpaja-
fortum MB.

JocTaTouHo BBICOKUE ypoBeHb quarnoctuku MB B pe-
THOHEe CBSABAH C OpraHusalueil oGIIMPHON MeTOoANYecKOil,
nHGOPMAIIMOHHOM PaGOTHI CpeAiyt Bpaueil IePBUYHOTO 3Be-
Ha 3IPaBOOXPAaHEHUs, MPOIATAHAON 3HAHUH O KIAMHUYEC-
KNX CHMITOMAaxX M paHHeNl AMarHoCTHMKe 3aboJsieBaHUI,
GYHKIIMOHUPOBAHUEM OTJIAKEHHOM CUCTEMbBI OKa3aHUI Me-
IUKO-COIaJbHOI moMoIlnu OoabHBIM MB, BHeapeHUHEM
COBPEMEHHBIX METO/IOB JIa0OPATOPHOM AMATHOCTUKHU.
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