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AKTYaJIbHOCTH

MyxkoBucuuno3 (MB), wiam kucto3ubii (GuOpo3 — dYacToe MOHOTEHHOE
3a0oJieBaHuEe, OOYCIIOBIICGHHOE MyTallde TeHa TPaHCMEMOPAHHOTO peryJysiTopa
MYKOBHUCLHI03d, XapaKTEPU3YIOLIEECs IOPAXKECHUEM JK30KPHUHHBIX JKEJIE3 CHUCTEM
OPraHoOB JbIXaHUs U IHILIEBAPECHUS, HACIEAYEMOE [0 AYyTOCOMHO-PELIECCUBHOMY THILY.
CBoeBpemenHas nuarHoctnka MB, o0OecrieunBaroniasi B OOJIBIIMHCTBE CIy4yaeB paHHEE
Hayajo Tepaluh, B TOM UYHCIE Ha JOKIMHUYECKOM »JTale, YIy4llaeT MpPOrHO3
3a00JieBaHus, MOBBIIAET 3(PPEKTUBHOCTD JICUCHHUS, TTO3BOJISECT MPEIYIPEAUTH PA3BUTHE
TSDKEJIBIX OCJIOKHEHUM, 3HAUYUTEIIbHOTO OTCTaBaHus B (PU3NUYECKOM Pa3BUTUU, a B PSJIC
ciy4yaeB M HeoOpaTUMbIX H3MeHeHud B Jerkux. C 2006 roga B AuraiickoM Kpae
MPOBOJIUTCS CKPUHUHT HOBOPOXAECHHBIX Ha MB. DTO MmO3BOJIIET MOCTaBUTHh JIHArHO3
«MYKOBHUCIIUO3» B TmepBble 3-4 Mecsma xu3HU peOeHka. HanaexxHsiM MeTonom
nuarHoctTuku MB siBisieTcs motoBas mpooa.

Hean uccaenoBanus: M3yuuTs ciiydan JOKHOOTPUILIATEIBHBIX TTOTOBBIX MPOO Y
neTer ¢ MykoBucuuao3oM, poauBmuxcs B 2019-2020 rr. B AnraiickoM Kpae.

[Tarmentsl 1 MeToAbl: OnpeneneHne UMMYHOPEAKTUBHOTO TPUIICHHA B CYXHUX
MSTHAX KPOBH HOBOPOXKICHHBIX. OmpenerneHue MPOBOAMMOCTH MOTa Ha anmnapare
«HaHOomakT» y JAeTed ¢ HEOHATAIBHOM THUNEPTPUINCHUHOTCHEMUEH. MOJIeKyIspHO-
reHeTnycckoe uccaenosanue 50-tu yacteix mytamuii rena CFTR (TpaHcMeMOpaHHOTO
PEryIATOPHOro Oelika MyKOBHUCIMI03a) y AeTei ¢ MB.

Pe3yabTaTsl

C suBaps 2019 r. no gexadbps 2020 r. B Anraiickom kpae obcinenoBano 40456
HOBOPOXXJICHHBIX II0 CKpuHUHry Ha MB. HeonarambHas runepTpuriCMHOIEHEMUs
(TI0JIOKUTENBHBIN TECT Ha 4-5 JeHb KU3HU U TOJIOKUTENbHBIA peTecT Ha 21-28 neHb
’KU3HU HAa HMMMYHOPEAKTUBHBIA TPUIICUH B CYXOM MSITHE KpOBHM) BbIsiBIeHa y 17
HOBOpOXJIeHHbIX. Cpenu 3tux 17 neTeil ¢ HEOHATaJbHOM THUIEPTPUIICUHOTEHEMHUEH



MYKOBHUCUUM03 BbISIBIIEH y 6. CpelnHUil BO3pacT IMAarHOCTUKYA MyKOBUCIIMI03a y 5 I€Tel
cocTaBuia 3,5 Mecsilia. Y OJHOW JAEBOYKM C HEOHATAIBHOW THNEPTPUIICUHOTCHUEMUEH,
ponusiieiics B 2019 roay, nuario3 «MyKOBHCIIMI03» YCTaHOBJIEH B Bo3pacte 1 rox 1
Mecsn. Onucanve 3Toro ciyyasi MO3JHEW MAarHOCTUKU MYKOBHUCIMI03a IMPHUBEICHO
HIKE.

HeBouka, 1 roxg 1 Mecsn, moctynuia B SHIOKPUHOJOTHYECKOE OTJIEICHUE
(mynemonHonoruueckuii npoduns) KI'bY3 “Anraiickuii kpaeBol KIMHUYECKUN LEHTP
oxpanbsl matepuncTBa U jgerctBa» (AKKLOMJ) c¢ »xanobamu Ha TPOTYyKTHUBHBIN
OPUCTYNOOOpa3HbI  Kalllelb, YCHUJIMBAIOIIUWCS B HOYHOE BpEMs, JbIXaHHE C
JTUCTAaHTHBIMH XPHUIIAMU, TIOXYIO MPUOABKY Beca C POXKJICHUS.

W3 anamHe3a 3aboneBanus: Pe3ynpTaT HeOHaTalbHOro CcKpuHMHra Ha MB
MOJIOKUTEINIbHBIA (aHAJIM3 KPOBU HA UMMYHOPEAKTUBHBIN TPUIICHH: NIEPBUYHBIN TECT -
137 ur/mn - 129 ar/mn (Hopma 1o 65 ur/min), perect - 104,5 ar/mn (HopMma 10 40 Hr/mo).
B cBs3u ¢ 3TUM B 1-Mecs4yHOM BO3pacTe NMPOBEIEH MOTOBBIA TECT B OMOXMMHUYECKON
nabopaTopud  MEIUKO-TEHETHYECKOW KOHCYJbTallud JMarHOCTUYECKOro IeHTpa
AnTaiickoro Kpasi, KOTOpbIii OKa3ajcsi OTPUIIATEIbHBIM (JIEKTPONPOBOAUMOCTD MOTA -
47 mmoas/nm NaCl). C 6-mecsiaHOTO BO3pacTa OTMEUAINCh TPUCTYIIOOOPA3HbIH Kallleb,
MEepUOANYECKIE UCTAaHTHBIE XpUIbl. bobHas 2 pa3a Jieunsaach B CTallUOHAPE M0 MECTY
KUTENBCTBA C TUArHO30M “OcCTpblii OpOHXUT, 3aTskHOE TeueHue”. Ha pone nmpoBoaumon
Tepanuu JUHAMHUKA CIa0O0MOJIOKUTEIbHAS, COXPAHSIICS KallleJdb W 3MU30/Ibl IIIYMHOTO
neixaausa. Pebenok oocnenoBan B KI'bY3 «AKKIIOM/I» B 11 mecsmnes. Y0eauTenbHBIX
JTaHHBIX 32 MB He ycTaHOBIIEHO (M3 TPEX MPOBEICHHBIX MOTOBBIX MPOO MOJIOKUTETHHAS
oJiHa: 3JIeKTponpoBoauMocTh mota 31 - 127 - 59 mmonws/n NaCl). Tlpu moBTOpHOI
rocnutanu3anuu B Bo3pacte 1 rom 1 Mecsi U3 Tpex MPOBEACHHBIX MOTOBBIX MPOO
MOJIOKUTEIBHBIX JBE (dJIeKTpornpoBoauMocTh mota 45 - 86 - 81 mmoaw/m NaCl).
VYcranoBnen auarHos: Ocrnosmnoti: Kucto3uwlii ¢uOpo3 ¢ ApyruMHu MPOSBICHUSIMU
(E84.8). MykoBuCcLH103, cMelLIaHHasg popMa, cpeHeTskenoe Teyenne. O0CTpyKTUBHBIN
OpoHXHT cpenHell crermeHu TspkecTH. [lepBuuHbId BhiceB PSeudomonas aeruginosa,
Staph. aureus. I'eHeTHyecKHii AMArHO3 HE YCTaHOBJICH. OcrodicHenus: XpOHUYECKas
MaHKpeaTuyecKas HEJIOCTaTOYHOCTb. Jlerkas OeJIKOBO-dHEpreTHIecKas
HEJIOCTaTOYHOCT.

B nanpHenmeM quarao3 noaTeepxkaeH ¢ nomoinbto JJHK-aquarnoctrku B HaydHo-
HCCIIEIOBATEIIbCKOM HMHCTUTYTE MEIUIMHCKONW reHeTHKU (r. TOMCK): MOJEKYJsSpHO-
reHetuueckoe uccieaopanue 50-tu vacteix Mytanuii rena CFTR ot 15.12.2020 r. -
renotun F508del/CFTRdele2,3.



BriBoj

3ano3nanas JMarHOCTUKA MB y pebenka c HEOHATAJIbHOU
TUIIEPTPUIICUHOTEHEMHUEH ObL1a oOycIoBIieHa HEOAHOKPATHBIMU
JI0)KHOOTPUIIATEIIBHBIMU TOTOBBIMU MpOOaMHU NPU HAIUYMU KIMHUYECKON KapTUHBI
3aboneBanus. OTpUIATEIbHBIC 3HAYCHUS TOTOBBIX TIPOO HENB351 OOBICHUTH HATMIUEM B
reHoturie MATkux myTtanuii reHa CFTR, mpy KOTOPBIX YaCTHYHO COXpaHsAeTCs (PYHKITHS
XJIODHOTO KaHalla. Beap y /eBOUYKM BBISIBIEHBI JBe Tshkenble myranuu rena CFTR,
CEpbE3HO HapyIIaloIrue padoTy XJIOPHOTO KaHana. Bo3aM0OXHO, OTpullaTeIbHbIE TOTOBBIE
npoOBI CBA3aHBI C HATMYUEM B T€HOME JEBOYKH F€HOB-MOJAU(PUKATOPOB, BIAUSIIOMUX HA
paboTy XJIOPHBIX KaHAJIOB B IMOTOBBIX JKele3ax pebeHka. B ciydasx 3aTpyaHeHUs
nuarHoctTuku MB (coMHUTENbHBIE MOTOBBIE MPOOBI, YEPEIOBAHUE OTPUILIATEIBHBIX U
MOJIOKUTENIBHBIX ~ TMOTOBBIX MPOO) MOXKHO PEKOMEHAOBaTh 0ojiee  IIMPOKOE
WCIIOJB30BAaHUE  MOJIEKYJISIPHO-TEHETHYECKUX  MeTofoB  uccieaoBanus  (JHK-
JMarHOCTUKa Ha  Haumboyiee  4YacThle  MyTallMd T€Ha  MYKOBHUCIIUIO3HOIO
TpaHCMEMOPAHHOTO PEryysiTopa, CeKBeHupoBaHue rena MB).
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