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MEKOHWAJIbHbIA UNEYC: CJTYYAA U3 NPAKTUKU

MykoBuciuno3 (MB) mpencrasisieT co6oii cu-
cTeMHOe MOHOTeHHOe Hac/ieICTBeHHoe 3ab6oeBa-
H}Ee C ayTOCOMHO-PelleCCMBHBIM TUIIOM Hacjie[o-
BaHMS, B OCHOBE MMaTO(NU3MOIOTMYECKUX MEXaHM3-
MOB KOTOPOTO JIeXXaT HapyllleHMs] MOHHOTO TpaHC-
MOpTa B 3MUTENIN 3K30KPUHHBIX Xene3 [1]. MB xa-
paKkTepu3yeTcsl TOJIMOPTAaHHOCTBIO TTOpaXkKeHUid,
KIMHUYECKUM MHOAMMOPGU3MOM M CUMTAETCST Of-
HMM I3 CaMbIX YaCTbhIX HAC/IeACTBEHHBIX 3aboie-
BaHMi1 uenoBeka. [ledekTHbIii reH MB 1mpoxo pac-
MPOCTpaHeH B uejoBeYeCKoil Momyasiuuu (BCTpe-
yaeTcs y KaXgoro 25-ro skurenst 3emin). I1o oreH-
KaM reHeTUKOB, BEPOSITHOCTb HOCUTEIbCTBA ABYMS
IMapTHepaMM peleCCMBHOIO T'eHa COCTaBJISIET IIPU-
6musutenbHo 1:625. OTcroma oxkumaemasl 4acToTa
pOKIeHMs 60JIbHOTO pebeHKa JOKHA COCTABJISTh
1:2500 HOBOPOXKIEHHBIX, XOTS B JIE€CTBUTEIHHO-
CTM ITIOKa3aTe/ 3a60/1eBaeMOCTY HECKOJIbKO MEHb-
e [1,2].

MB Kkak caMOCTOsITe/JIbHAasT HO30Joruyeckas
(opma Briepsbie 6611 omucaH B 1936 1. G. Fanconi u
c0aBT. B 1953 r. 06HapyskKeHO MOBBINIIEHME KOHIIEH-
tpanyuu Na* u Cl- B moTe 60/bHBIX, a B 1959 I. mipe-
JIOKEH IMJIOKApIIMHOBBIA TECT OIS AMArHOCTUKMU
MB. B 1989 r. umeHTU)ULIMPOBAH CcaM I'eH, oXapakK-
TepU30BaH OEJIKOBBIN MPOMYKT JAHHOTO r'eHa, Io-
JYUYMUBIIMIT Ha3BaHMe 6elKa TpaHCMeMOpaHHO-
ro perynastTopa mykosucouposa (TPM). B kimaccu-
yeckux paborax M. Knowles u R. Boucher, uccre-
JIOBAaBIIMX KJIETKU ObIXaTeJbHbIX MyTei, Jokasa-
HO, UTO MEePBUYHBIM (U3MOIOTMUECKUM Aedek-
TOM Ipu MB sBjsieTCsI M3MeHeHN e TpaHCIopTa Mo-
HoB Cl- 1 Na* — cHuskKeHMe IIPOBOAVMMOCTY JJISI 1O~
HoB Cl~ 1 ee moBbIlIeHMe [Ji1 MOHOB Na+, mpuyem
IedeKT JIOKIU3YeTCS] Ha alyKaJbHOM [TOBEPXHO-
CTU 3MUTENNaNbHBIX KIeTokK [3]. benok TPM mpo-
HM3bIBAET alMKAIbHYI0 MeMOPaHY, SIBJISISICh TPAHC-
IMOPTHBIM KaHaIoM 17151 MoHoB Cl-. OH cocTouT U3 2
MeMOpaHOCBSI3bIBAIOLIUX AOMEHOB, 2 HYKIEOTHU]I -
CBSI3bIBAIOIIUX AOMEHOB U 1IeHTPaJbHOTO, BHYTPU
KJIE€TOYHOTr0 CBsI3bIBawIiero gomeHa (R-momeH) c
MHOTOUMCIEHHbIMM caliTamu  (ochopunnupoa-
Hust. OmnpenesieH OMOXUMMU3M JECTBUS «XJIOPHO-
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ro» KaHana. ApeHosuHTpUpochat (ATD) rumpo-
nusupyetcs: Ha AT®-cBsa3piBarommx fomeHax TPM
C TIOMOINIBI0 UMKIMYECKON aJeHO3MHMOHOMOC-
dbat (WAM®)-3aBUCUMOI TPOTEUMHKUHA3BI, YTO
JaeT BO3MOKHOCTh KOH(MDOPMAIVIOHHBIX M3MeEHe-
Huit 6enka MB 3a cueT BBICBOOOKIEHUSI SHEPTUM.
R-momeH penaet mopy OOCTYIIHOI [isI IOTOKA MO-
HoB Cl-. Poip mopiiHsT (KjamaHa), OTKpbIBAlOIIe-
rO ¥ 3aIlMpaloliero KaHasl, BBITIOMHSET 1leHTpalb-
HbIII R-TOMeH, pu HaaM4MMU MyTauuii HOPMaJib-
HOTO TeHa ero GpyHKIusS He peanmusyercs. Vccnemo-
BaHMS MO3BOIMIIM OOHAPYKUTb, UTO CPEIHEE UMC-
JIO «XJIOPHBIX» KAHAJIOB Ha alMKaJIbHBIX MeMOpa-
Hax KJIeTOK Y 60bHBIX MB 1 y 3OpOBBIX ITpuMep-
HO opvHakoBoe. OgHako nmpu MB «xyiopHbIE» KaHA-
JIBI OCTAIOTCS (QDYHKIIMOHATBHO HEITOMHOIIEHHBIMMA.
[Tpu HapyleHMM TpaHcIiopTa MoHOB Cl- uepes anm-
KaJIbHYI0 MeMOpaHy KIETOK STIUTENS YBeTUUMBa-
eTcs peabcopbiyst MOHOB Na* JKeJle3suCTbIMU KJIeT-
KaMy, HapyllaeTcsl SJIeKTPOIUTHBI COCTaB ceKpe-
Ta U BBIAENSETCS CeKpeT TOBBIIeHHO! BSI3KOCTMU.
B Hacrosiee Bpemst n3BectHO okono 2000 myTa-
uuit reHa TPM [3,4]. Takum 06pa3om, IePBUYHBIM
dusmonormueckum gedexkrom npu MB gBnsercs
CHIKeHMe TTpoBoaumMocTy MOoHOB Cl- Ha anmKasb-
HOJi OBEPXHOCTY STMIUTENMS. B MpOTOKaX MOTOBBIX
Kejie3 TaHHOe CHIDKeHMe BbhIpaskaeTcsl B HeloCTa-
TOYHOJ peabcopbuuyu MoHoB Cl- Mpu ABMKEHUU
110Ta BAOJb IMPOTOKOB, UTO OOGYCIOBINBAET YBEJIM-
yeHne KoHeHTpanyu Cl- B moTe. DTOT GaKT Moy-
Y IpUMeHeHue B AuarHoctuke MB — ompenene-
HUU XJIOPUA0B TIOTOBO¥ SKUIKOCTH.

B snuTenuu pgpixaTenbHBIX MyTeN, KaK U B APY-
IMX 5K30KPMHHBIX >Xejie3ax opraHmsMma, npu MB
HaOmogaeTcs HapylieHne (CHYDKEHME WU OTCYT-
ctBUe) cekpelmn noHoB Cl-. HapymeHnne TpaHcmnop-
ta MoHOB Cl~ MPMBOAUT K U3MEHEHUIO IMPOHUIIAE-
MOCTY MeMOPaHbI [IJI1 MOJIEKY/I BOIbBI U, KaK CJIel-
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CTBUeE, K JleTUpaTaluu — CIYIIeHUIO BbIAensieMo-
ro cekpeTa. 3HaUMTeIbHOe KomuuecTBo 6enka TPM
HaliIeHO B ITOMKETyIOYHON Kele3e U CyOMYKO3-
HBIX JKejie3aX OPOHXMAJIBHOTO JepeBa, 3TO IMOKa-
3bIBAET, UTO B HAMOOJIbIIIE) Mepe CTpaJaloT AbIXa-
TeJibHasl CUCTeMa U SKeTyAOUYHO-KUIIeUHbI TPakT
(CKKT) [1,3,4].

st paHHel guarHoctuku MB ucnonbs3yioT He-
OHATAIbHBIN CKpUHUHT [5]. Ha mepBoMm aTarie B BbI-
CYIIIeHHOM IISITHE KPOBM OlLIEHMBAIOT COJiepsKaHue
MMMYyHOpeakTuBHOrO Tpuricuua (MPT). O6pasiibl ¢
MOBbINIEHHBIM comepkaHueM VIPT HampaBasiioT Ha
IOHK-TummpoBaHue C 1LieJbl0 OOHAPY>KeHUST MyTa-
uuii B reHe TPM. I1pu BeisiBnenuu 1 unu 2 MyTaunui
pes3yabTaThl CKPMHUHTA CUMUTAIOTCS TTOJIOXKUTENb-
HbIMU. EC/IM MyTaliuu He BbISIBIEHbBI, a COJlepsKaHue
VPT B KpOBU BBICOKOE, IIPOBOAST ITOTOBYIO MIPOOY.
IMonoskuUTeNbHBIN TTOTOBbIN TECT Y TaKUX JIUII TaK-
’Ke paciieHMBalOT KaK TOJMIOXKUTEeNbHbIN pe3yabTaT
cKpuHMHTA [5-7].

InarHos MB mnoaTBepsKmaeTcs HpU HaIUUUU
OIHOTO MM 60jiee XapaKTepPHbIX (PeHOTUMUECKIUX
nposieeHn’ i MB B coueTaHU C JOKa3aTeIbCTBOM
Hanmuust myTtaiiuy reia TPM: BbIsiBlIeHMe MyTaliuii
reHa TPM nipu reHOTUNIMPOBAHUYM UIIN YBETUYEHNE
YPOBHS XJIOPUIOB B CEKPETE MTOTOBBIX Kejie3 60JIb-
HOTO.

Knaccuyeckuit MeTo[, MUIOKAapIMHOBOTO 3/1€K-
Tpodopesa 1o I'mbcony u Kyky (1959) — «30moToii
CTaHJapT» AMArHOCTUKY MB, IPOBOAUTCS TPUSKIBI.
[Morpannyunble 3HaUeHMsT xyiopa — 40-59 Mmob/m,
naTojorust — 60 MMoOJb/1 U Gojee (IIpU HaBecKe
nota He meHee 100 mr) [1,6].

IToTOBBIN TECT C TOMOIIBIO CITeIIMATbHBIX TTOTO-
BBIX aHA/IM3aTOPOB MO3BOJISIET TIOMYUNUTD Pe3ybTaT
3JIEKTPOIUTOB B TeueHue 30 MUHYT C MUHUMAJIb-
HOJ HaBeckoi 3-10 Mkr. IIpu ompepeneHun Mmpo-
BOAMMOCTY TIOJIOKUTEIbHBIM pe3yabTaToM 1151 MB
CuMTaeTCs mokasaTesb Beille 80 MMOb/J, IOTpa-
HUYHBIM — 50-80 MMOJIb/7, HOpMaJbHBIM — 10 50
MMOJIb/T [6].

UccnegoBaHue pasHOCTM Ha3aIbHbIX MTOTEHIN-
aJI0oB MCITIO/Ib3YeTCSI B KauecTBe [IOMOTHUTEIbHO-
ro Tecta. B HopmMe Tipefiesibl pa3HOCTY TOTeHIMA-
JIOB KoJe6moTcst ot -5 10 -40 mV, y 60bHbIX MB co-
cTaBJIsIoT oT -40 1o -90 mV.

IMpu oTcyTCTBUM (DEHOTUITNIECKUX ITPOSIBICHUT
Iyuar{o3 MB MoOsKeT CUMTaThCsl YCTAHOBJIEHHBIM B
TeX CIyJasix, Koraa: y 06c/ieyeMoro BeIsIBJIeHA MY-
Tauus reHa TPM u/miin IOJIOXXUTENIbHbBIE Pe3yJbTa-
ThI TIOTOBOJ TIPOGBI, @ Y €ro POJHbBIX OpaTheB WIIN
cecTep TMOATBepKAeH aAuarHo3 MB; myrtaius reHa
TPM u/min NOMOXKUTENbHbIE Pe3yAbTaThl IOTOBOVA
MPOO6BI OBLIM BBISIBJIEHBI Y HOBOPOXKIEHHOTO [1].

MexkonuanbHbI nieyc (MU) siBisieTcss OmHOM U3
KIuHuueckux dopm MB. 3abojeBaHnue pa3BUBaeT-
cs1 Ha (QoHe OTCYTCTBUS epMeHTa IOIKeTym0u-

HOVJA JKeJie3bl — TpUIlcuHa. Je@uuuT qaHHOo rMapo-
Jla3bl CTAHOBUTCS MPUUYMHON Upe3MepHOI BSI3KO-
¢t dusuonorndeckoro cekpera JKKT. B pesyinbra-
Te Ha (hOHEe CKOIIeHMS 6OJIbIIOTO KOJIMUeCTBa Me-
KOHMAJIbHBIX MacC B AMUCTaJbHOM OTAe/ie TOHKO
KUIIKY (TIOAB3OIIHAS KUIIKA) ele B yTpobe ma-
TepU BO3HUKAET KUIIeUHass HeIPOXOAUMOCTb [2,4].
[ToMyMO 3TOTO HAGIIONAIOTCS M APYTME MaTOMOTH-
yeckue usMeHeHus naHHoro otaena JKKT: Beipa-
SKeHHast aTpodust CIM3UCTOM 060I0UKM, paciiupe-
Hle MpPOCBeTa BBIBOISIIMX MPOTOKOB CAM3UCTBIX
Kenmes, yBenuuyeHne aumbarnaeckux menei [1,3].
[TeTnu KuIeuHuKa, HaXOOSAI[MeCs JUCTaJlbHee Me-
cTa 06Typalym, IOTHOCTbIO VIV ITPAKTUYUECKY TTOJT-
HOCTBIO JIMIIAIOTCS TIEPBOPOSHOTO Kajia M YMEHb-
1Ial0TCs B pa3Mmepe. JlaHHOe siBJieHMe HOCUT Ha3Ba-
HMe MUKPOKOIOH. MU BcTpeuaeTcs y meTet nmepu-
0lla HOBOPOXXIEHHOCTU. 3ab0jieBaHMue XapaKTepu-
3yeTcs MOsIBJIEHNEeM y pebeHKa Ha 2-3-i1 meHb 6ec-
MOKOWCTBA, B3AYTUS >KMBOTA, CPBITMBAHWUI, PBO-
Thl TIOCIE TEPBbIX 4-6 KOPMJIEHUIA, OTCYTCTBUEM
MeKoHMs. [Ipy mambmanuy >KMBOTA B KUILEYHU-
Ke OTpeensiioTCsI KAJIOBbIe MacChl, BBIPa)KEH COCY-
JVICTBIV PUCYHOK Ha KOXXe KMBOTA, IPU MePKyCCun
— TUMIIAHUT, IPU ayCKYyAbTAllU — OTCYTCTBUE TIe-
PUCTAIBTUKYU. Pa3BuBaeTCs TOKCUMKO3 C 9KCUMKO30M,
aguMHaAMMS.

B mmarnoctuke MU, Hapsimy C KJIMHUYECKON
CUMIITOMAaTMKOM, UMEIOT 3HaYeHe TaHHbIe PeHT-
reHosornvyeckoro mucaiemosanus XKKT: onpenensi-
€TCSI YPOBEHb KMAKOCTU B PaCIIMPEHHOM KUIIey-
HOJi meT/ie ¢ MeIJIeHHbIM M3MeHeHUeM ero (IIpu
CcMeHe TIOJIoKeHUsI Tejia pebeHka). [Ipy peHTreHo-
KOHTPACTHOM MCCIeIOBAHUM TOJICTOV KUILIKU BbI-
SIBJISIETCSI CMUMIITOM TOHKOJ TOJICTOM KUILIKM, TO €CTh
YMeHbIIIeHMe TOJCTOM KUIIKKU B AuameTpe. OKOH-
yaTebHbIN AuarHo3 MB craBuTCS Mpu 06HApYyKe-
HUU BBICOKOV KOHLIEHTPALMU XJIOPUAOB MoTa [3].

[MpuBoaMM cyuait HabmogeHus mauyeHTa ¢ MU
Ha OCHOBaHMM 06C/IenoBaHKsS pebeHKa, M3YUeHUN
€ro UCTopuu 60Ie3HU ¥ aMOYyIaTOPHO KapThl.

IeBouka, 2 MecsLeB IOCTyNuIa B NeguaTpuyeckoe
otnenenue I'BY «[JIKB N21 r. loHenka» B mekabpe 2020
rofia ¢ kajob6amy Ha BOOSHUCTBIA CTY/T U3 UIEOCTOMBI,
CPbITMBAaHMS BO BpeMdA U I10C/I€ KOPpMJIEHUS CBEXe Uu
CTBOPOKEHHOI MOJIOYHOI CMeChI0, OTCYTCTBME MTPUOAB-
KM MacCcChbI TeJia.

Pe6GeHOK OT BTOpOit GepeMeHHOCTM, CPOK TrecTa-
uuu 40 Hemenb. MaTh pebGeHKa BO BpeMsi GepeMeHHO-
CTU IBakAbpl 06C/ieqoBaHa B PecnyOaMKaHCKOM CHEI-
AJIM3UPOBAHHOM LIEHTpE Me,&MU,MHCKOf;I TeHeTUKU U 1e-
puHaTanbHOM AuarHoctuku M3 ITHP (PCLUMIuIII), ma-
TOJIOTUSA IIJIOOA HEe BbISIBJIEHA. PO,E[])I rnepBbie, CpOYHbIE,
SITOAMYHOE TIpefjieskaHe, 6bUIO BBITIOJTHEHO Tocobue 1o
LloBpsiHOBY. O1leHKa 1O 1IKaje Amrap 7/8 6amios. Mac-
ca tesa npu poxzaenun 3000 r. Co BTOPBIX CYyTOK XKU3HU Y
p€68HKa OTM€4YaJIOCh pe3Koe B3ayTHe >KiBOTa, pBOTAa, OT-
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cyTCcTBUE CTy/a. Pe6EHOK KOHCYJIBTUPOBAH AETCKUM XU-
pPyprom, yCTaHOBJIEH AMArHO3: TTO/IHAS BPOXKAEHHAsT HU3-
Kasi KMIIeUHasi HeIpoXoauMOCTb. PeGeHOK TiepeBefieH B
Pecny6IMKaHCKYIO JeTCKYIO KIMHUYECKYI0 601bHMUIYY M3
IOHP (PIKB), mpoBegeHO OlepaTMBHOE JieUueHue: Jiara-
pOTOMMSI, HaJIO’KeHME MUIe0CTOMBI.

IeBouka KOHCy/nbTHMpoBaHa B PCLIMIMII/I. Y pe6eHka
OTMeYaJIuCh U3MEHEHUSI IPY HEOHATaJTbHOM CKPUHMHTE
(noBbinieH ypoBeHb VIPT B epBMYHOM CKPVHMHTE U [IPU
TMOBTOPHOM MCC/IefOBaHMUM). PeKOMeHL0BaHa KOHCY/Ib-
tauus neauarpa PIOKB njis npoBeneHUs1 JOMOMHUTEb-
HBIX MCCAemOBaHMit («1oToBas mpoba»), IHK muardo-
ctuka. [IpoBegeHo nccnenoBanye XJI0pUAOB MOTA, AaH-
HbIl MoKa3areib cocTaBua 130 MMOJb/1 (HOpMa y feTei
o 1 roga 40 MMoiib/it). Pe6eHOK KOHCY/IbTMPOBAH Meu-
atpom PIIKB, yctaHoBneH auarHo3: MB c maHKpeaTuue-
CKOJi HeJOCTaTOUHOCTbI0. [I0 HACTOSIHMIO poauTesielt pe-
6€HOK BBIIMCAH Ha AOM IO HaG/IIomeHMe OeTCKOTo XM-
pypra, neguaTtpa. AMOYJIaTOPHO MCC/IeAOBAaHbl YPOBEHD
nunassl — 24,4 mMonb/n (Hopma 0-8 MMonb/m), amuia-
3bI — 13,7 MMOIb/A (HOpMa 5-65 MMoJIb/1). B Kompoiiu-
TOTpPaMMe BBISIBJIEHO OO/IbIIIOE KOTMYECTBO HENTPATbHO-
ro Xupa.

O61iee cocTosiHMe peGeHKa Mpy MocTyrieHun B I'BY
«['IKB N21 r. loHenka» TsKkenoe. TasKkecTb COCTOSIHMS 00-
YCJIOBJIEHa OCHOBHBIM 3a60/1eBaHNEM, META00TMYECKUMMU
HapyIieHusIMM Ha GoHe 6eIKOBO-IHepreTMYeckoi Helo-
cratoyHocTu. CaMOUyBCTBMe He HapylieHO. He nuxopa-
out. Co3HaHMe sicHOe. AKTMBHA. PearupyeT Ha OCMOTP
aJIeKBaTHO, B3I/IsiT, (PUKCUPYeET, yabibaeTcs, IyauT. Bosb-
moit pogun4dok 1,5x1,5 ¢cM, Ha ypOBHE KOCTeil uepera.
AnmneTtut coxpaHeH. BckapmiuBaHMe MCKYCCTBEHHOE
- cmech «NAN Opti PRO», 90-120 M uepes 2,5-3 yaca.
CppIrMBaeT BO BpeMms U I10cjie KOpMJIeHUS CBEXeN U CTBO-
PO’KEHHOJ MOJIOYHO# cMechio (0komo 30-40mut). Bec mpu
noctymieHuu 2850 r (meduiut macchl Tena 35 %). Ha me-
penHeit 6PIOIIHOI CTEHKE 110 CPeAVHHOI JIMHUM — IToCJTe-
onepanyoHHblit pyber; 10 cM 6e3 MPU3HAKOB BOCIaje-
HMSI, CIIpaBa B MOJB3/IOIIHOM 06acT (PYyHKIMOHUPYET
uaeocToma 6e3 MPM3HAKOB BOCTANeHNs. Bugymbie cim-
3UCTbIe GyieHbIe, BIaKHbIE, UuCThIe. Typrop u anacTuy-
HOCTb KOXXU CHVOKeHBI. [T0IKOXHO-3KMPOBOA CJIOI UCTOH-
YyeH Ha TYJIOBUILE, KOHEUHOCTSX, iulie. [Tepudeprueckue
JumbaTrdeckme y3ibl He yBenuueHbl. Hap ierkumu nep-
KYTOPHO JIETOYHBI 3BYK, ayCKYJAbTaTUBHO — )K€CTKOE I bI-
XaHye, XpUIbl He BbICIYIIMBAIOTCS. ['paHUIIBI OTHOCK-
TeJIbHOJ CepAeyvyHOoil TYNOCTM B Ipefesnax BO3pacTHO
HOpMbI. TOHBI NMPUIYIIEHbl, pPUTMUYHbIE, CUCTOMUYE-
CKMIi IIyM HaJ, Bcelt o6macTbio cepana. JKMBOT MITKUA,
IOCTYTIEH TMaJibIalli, CUMMETPUYHbBI, HECKOIBKO yBe-
JIMYeH B 06’beMe, 11acTa3 MPSIMbIX MBIIIII] KMBOTA, CIeBa
B ITOJIB3/IONIHOII 06J1aCTV KOHTYPUPYIOTCS T T/IN KUIIIeU-
HUKa. [TepucranbpTika akTBHas. [ledeHns Ha 2,0 cM HIKe
Kpast pebepHoii gyru. IIouku, ceie3eHKa — He MalbIIpy-
1orcs. Ctyn go 8-10 pa3 B CyTKU, XKeITbli, BOOSHUCTBI.
MoueucmyckaHus cBOOOAHbIe, 6e3601e3HEHHbIE.
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PebeHOK 06C/IemOBaH B OTAEICHUN. B KIMHMYECKOM
aHajM3e KpOBYU BbISIBJIEHA aHEMMUSI CpeiHel CTereH! Ts-
3KeCTU, KOTOpas COXpaHsiach B IMHaAMMKe.

YpoBeHb ChIBOPOTOUHOIO keyie3a — 18,4 MKMOJb/
(Hopma 7,2-30 MKMOb/1). B 6MOXMMMUYECKOM aHasIM-
3e¢ KPOBU PErucTpUpOBAINCH TUIOKAJIbIMEMMUS, TUIIO-
MpoTerHeMMsI, TTOKa3aTeau aMmmuaasbl coctaBuwiau 42 E/n
(nopma < 100 E/m).

B xonpouyTorpaMmme npy noCTyII€EHUM OTMEYanoch
3HAUYMTETbHOE KOJMYeCTBO HeITPaabHOTO XX1pa, B IMHa-
MMKe Ha (hOHe 3aMeCTUTEeTbHOM Tepanuy hepMeHTHbBIMU
npemnapaTaMy — eGUHUYHbI HEMTPaIbHBIN XXUP B Kaje.

bakrepuonornyeckoe uccienoBaHue Kana — MaTOreH-
Hble M YCIOBHO-TIATOT€HHbIE MUKPOOPTraHU3Mbl He BbI-
SIBJIEHBI.

WccnemoBaHue 3/macTasbl Kaja He ObUIO MPOBENEHO
M3-3a TEXHMYECKMUX CIOKHOCTe (OTCYyTCTBME peareH-
TOB).

OKT': yacToTa cepeyHbIX cokpaieHuii 150 yogapos B
MUHYTY, BEPTUKAIbHOE TOJIOKEHNE 3JIeKTPUUECKOit ocu
cepaua, yCuieHue 371eKTPUUeCcKoli aKTMBHOCTY IIPaBOro
SKeTyaouKa.

VnbTpa3BykoBoe ucciaenoBaHme (Y3U) opraHoB
OPIOIIHOM TOJIOCTH, TIOYEK — HOPMasIbHasl 9XOKapTuHA
TeYeH, OIKEeTyL0UYHOM Kele3bl, Ccelle3eHKN, IXONPU3-
HaKU TIMeI03KTa3nu cieBa.

HeitpocoHorpadnueckoe uccieqoBaHue — HOpMaJib-
Hasl 9XOKapTMHA CTPYKTYp TOJIOBHOTO MO3ra, yBeauue-
HMe CKOPOCTY KPOBOTOKA B BeHe ['aneHa.

9xokapauorpaduueckoe UCCIeqOBaHNE — OTKPBITOE
OBajJIbHOE OKHO (3,6 MM).

V3U Tumyca — HOpMaabHasl 3XOKapTMHA BUJIOYKOBOIL
>Kene3bl.

Pe6eHOK OCMOTpPEH HEBPOJIOIOM, OKYJIMCTOM, HEeT-
CKUM XUPYPrOM — IaHbl pEKOMEeHALUN.

[locne mnpoBeleHHBIX WUCCIENOBAHUI YCTAaHOBJIEH
IuarHos: MB ¢ maHkpeaTuyeckoii HeLOCTAaTOUHOCTBIO.
CocTosiHMe TmOC/Ie onepauuu: MeKOHUaIbHbBIN uje-
yC, JanapoTomMusi, HaJOXXeHMe WIe0CTOMbI. BelkoBo-
JHepreTuyeckass HegoctaToyHocTh III crermeHu (medu-
LIMT Macchl Tesa 34 %). [lepuHaTanbHOE TUITOKCUYECKI-
nimemmueckoe nopaxkenme LUHC, cuHOpOM yrHeTeHwusl,
paHHMIT BOCCTAHOBUTENbHbIN Mepuof. OTKPbITOE 0BaJIb-
HOe OKHO. AHeMUSI CpeJIHeli CTeTIeHU TSKeCTH.

B otmeneHuy pebGEHOK MOMyYa] TEPANMIo: CMeCh
«NAN Opti PRO», 3amectuTenbHasi hepMeHTOTEpATINS
(Mukpasum) B nose 2500 EJl Ha KOpMIeHNe, BUTAMUHbI
A, E, [, npenapaThl ypCOAe30KCUXOINEBOI KUCIOTBI, TU-
rMeHNYeCKuit yxof 3a CTOMOJA.

Ha ¢oHe mpoBoguMmMoro yedyeHusi COCTOSTHUE TEBOY-
KU YIYYIINIOCh, YMEHbIIWINCH CPITMBAHUS, HOPMAJIU-
30BaJIaCh KOHCUCTEeHIMs cTyna. 3a 11 mHeit mpe6biBa-
HMUS B OTHe/IeHUM pe6eHOK mpubasui B Bece 440 r. Bbimu-
CaH Toj HabOJIofeHNe MeauaTpa, y3KuUX CIelMalIncToB,
JlaHbl peKoMeHAauuu. B 6 Mecsiie MoKa3aHa KOHCY/IbTa-
LIMsI AeTCKOTO XUpypra Ijisl pelieHusl BOIpoca O 3aKpbl-
TUWU UJI€OCTOMBI.
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Takum 00pa3oM, HallMEeHThI, TepeHecie MU
TIpU POXKIEeHUMN, TIPOAOIKAIOT OCTAaBAThCS CIIOKHOM
KaTeropueii 60JbHBIX, HECMOTpPSI Ha pa3paboTaH-
HYIO U yCIellIHy10 Tepanuioo MB nipu paHHelt nua-

THOCTMKe 3a00/IeBaHMSI 10 HEOHATATbHOMY CKPU-
HuHTY. Takue OeTu HYKIAIOTCS B pacIIMPeHHOM,
TIPOJIOHTVPOBAHHOM HaOJTIOIEHUNA.
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MEKOHUAJIBHBIV WIEVC: CJTYYAI U3 ITPAKTUKU

B craTbe mpemcTaB/ieHO COOCTBEHHOE HAOIIOMEHMe
KIMHUYECKOTO CJTy4yasi MEKOHMATbHOTO uiieyca y pebeH-
Ka. [MarHo3 yCTaHOBJIEH HAa OCHOBAaHMM KIMHUYECKOIA
KapTUHBI, ¥ TIOATBEPKIEH pe3y/lbTaTaMy HeOHaTaIbHO-
T'O CKPMHMHTA, TIPY KOTOPOM 6bIJIO BBISIBJIEHO TIOBBIIIEH-
HOEe cofiepskaHMe MMMYHOPeaKTMBHOTO TPUIICMHA, a TaK-

Ke TIOBBIIIEHNST YPOBHS XJIOPU/IOB MMOTA. [TaliyeHTsI, me-
peHecIe MeKOHMaIbHbBI MJIeyC, MMPOIO/IKAIOT OCTa-
BaThCS CJIOXKHOV KaTeropueil GOMbHBIX M HYKHAIOTCSI B
pacIIpeHHOM, IPOJIOHIMPOBAHHOM Ha6II0IeHIMN.

Knouegovle cnosa: pe6eHOK, MEKOHUATbHBIN WIIEYC,
dbepmMeHTHI.
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MECONIAL ILEUS: A CASE FROM PRACTICE

The article presents the results of our own observa-
tion of a clinical case of meconium ileus in a child. The
diagnosis was established on the basis of the clinical pic-
ture, and confirmed by the results of neonatal screening,
which revealed an increased content of immunoreactive

trypsin, as well as an increase in the level of sweat chlo-
rides. Patients who underwent meconial ileus continue
to be a difficult category of patients and require extend-
ed, prolonged follow-up.

Key words: child, meconium ileus, enzymes.
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