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Y cmammi nasedeno eunadox saxeopiosaiis na myxosicyudos 0éox dimeii ¢ 00uii cim'i. Jlanuii 6unadox ¢ noKasosuM w000
HeoOXiOHOCmi NAAHY6ANHS 6A2IMHOCTE, 4 MAKONC 2€HeMUUH020 CKPUNIH2Y OAMbKIE 3 MEmOol0 NOnepeotcens HapooNcenns

x60poi dumunu.

Kntouoe6i caoea: myxosicyudos, 0imu nepuiozo poxy JHcummsi, 2eHemuuHull CKpUHine.

MyKOBiCL[I/IZ[O3, SK BiZIOMO, € OIHI€I0 3 HalbIIBII cep-
MO3HMX Ta HEBUPIIIEHNX TPOOJIEM Y CydacHiil Meu-
nuHi. 3a TAKKiCTIO 1epebiry, 4YacToTol YCKJAaJHEHb
1 JIETAJIbHICTIO BiH Y BCbOMY CBITI 3aliMa€e O/lHy 3 IIPOBIHUX
MO3NUIIH y CTPYKTYPI 3aXBopIoBaHb. MyKOBICITI/I03 € CUCTEM-
HUM CIIaJIKOBIM 3aXBOPIOBAHHSIM, 1110 00YMOBJIEHE MYTAIi€I0
reHa TPaHCMeMOPAHHOTO PEryJIsITOpa MyKOBICIHIO3Y, XapaK-
TEPU3YETHCS YPaskeHHSM 347103 30BHINTHBOI CEKPeTTii, TSIKKH-
MU ypaKeHHIMU (DYHKIIH OpraHiB AMXaHHS Ta HMIIYHKOBO-
kunikoBoro tpakty. Omucannii y 1936 p. BimeHchbkuM Jikapem
Opankoni (kicrosuuit ¢i6pos). Y 1989 p. Bimkpuro rex
MmykoBicimmosa. Hacrora — 1:2500-3000. Tum ycmaakyBaHHs
— ayTocoMHO-perntecuBHuil. Yactora HociiicTa rena 1: 2—25.

O3HakM 3aXBOPIOBAHHS MOJKYTb CIIOCTEPIiraTHUCS BKe
B Mmepiojii HOBOHAPOJKEHOCTI, HaitbGiibIl BHpasHa KapTHHA
XBOpoOu y 1eil nepiog — MeKoHiaJbHUU iseyc, yckaa-
HEHHSIM SIKOTO € riepdopallis KUIeYHnKa Ta MEKOHIaJIbHUI
neputoit [3,5]. Y 80,3% mireit i3 MyKOBICITH/I030M TTOYATKO-
Bi O3HAKM 3aXBOPIOBAHHS 3'SIBJSIOTLCSA HA IEPIIOMY POII
JKATTS. 3a HAasIBHOCTI HOPMAaJIbHOTO, HaBiTh ITi/[BUIIECHOTO,
aleTUTy JiTH He J0AI0TH y Basi, MOXKYTb BiJICTaBaTH y POCTI;
TOHyC M'S3iB 1 TKaHWH 3HIKeHMi. BinsHauaeTbcs cyxicTb
y porTi, cimHa B's3Ka. XapaKTepPHOIO € BeJIMKa KiJTbKiCTb
BUIIOPOKHEHB, OJUCKYYMX, CBITJIMX, YACTO CIPOTO KOJBODY,
3 BEJIMKOIO KIJIBKICTIO KuUpy — crearopest. MoxyTh Oyt i
3aKpernu, aje ¥ y HUX BUNAAKAX Kaj KUPHUW. Y paui
BUIIA/IKIB 32 HASIBHOCTI 3aKPETIiB y [IiTel, XBOPUX HA MYKOBiC-
117103, CIIOCTEPIraeTbCs TeHaToOMerajis, BUIAJIHHSA MPIMOI
kunke. [opymyiorbest 0OMiHHI TIpoIlecH — BiJBHAYAIOTHCS
rinornporeinemis, rimositaminos [1,2,4].

3MiHu 3 GOKY JIETeHb TIPOSIBIISIIOTHCS] Y BUIJISIIL 3aCTOIO
B'SI3K0I MOKPOTH B GPOHXaX, 10 IPU3BOAUTH 10 0OTypalliii-
HUX aTeJIeKTa3iB, KOMIIEHCATOPHOI eM(pizeMu Ta BTOPUHHOTO
indikyBaHHs. Po3BuBaeThCS XPOHIUHMIT OPOHXIT, THiliHi
6ponxoexTasu. KiiHIYHO MPOSBISETHCS HAMaIOMOAIOHUM
KarieM, iHO/I KaluToKOMoiIOHOTO XapakTepy. BiazHavaeTn-
41 ToCTitiHA 3aUTITKA 1 TiaHo3 [5].

¥ neuinni cniocrepiraerbest qudysHa Kuposa iHiaBTPa-
wis. [ligBuienns B'I3KOCTi JKOBYI MOKe MPU3BECTH JI0 XOJIe-
cTasy 3 IOCTYIIOBUM PO3BUTKOM XOJIECTATUYHOTO TETaTUTy,
a TakosK (hOPMYBaHHSAM BTOPUHHOTO GistiapHOTO 111po3y [7,8].

IIpuBoziOM 110 HamMCaHHS [JaHOI CTATTi CTAJIO0 HAPO/I-
JKEHHST JIPYToi AUTUHU B ciM'i 3 miarHozom: «MykoBicimnmos
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3 MaHKPEATUYHOK HEIOCTATHICTIO, HAOPAKOBO-aHEMIYHUM
CHHJIPOMOM, TSDKKMM mepebiroM. 3arpumka (hisuuHOTO Ta
CTaTO-KIHETUYHOTO PO3BHUTKY BHACHIZOK MeTabosivHOol
enrnedarnonarii. BOB. MAPCs». llepma autnaa B ciM'i
3 MYKOBICIIHZIO30M 3 TAHKPEATHMYHOIO HEJIOCTATHICTIO, Ha-
OPAKOBO-aHEMIUHUM  CUHAPOMOM, TSKKUM mepebirom
(Bix II BaritHocti) momepsia y Billi Tphox poki. Ileprma
i TpeTs BariTHOCTI 3aKiHUMINCS HAPO/KEHHSIM JIBOX 3/I0PO-
BUX J[IBYATOK.

[Ticis Hapo/KeHHS TepIIol TUTUHU 3 MYKOBICITUZI030M
6aTbKaM IPOBOMJIOCS reHeTH4yHe oOcTekeHHs.. Dysa Bu-
sBJieHa HasiBHiCTh MaxkopHoi myTarlii B reri CFTR npenerist
10 ex3on F-508. Ha xasb, maHa BaTiTHICTb ¥ MaTepi TPOXO-
auia 6e3 IlaHyBaHHs HapojpKeHHst autuHU. OOCTEKEeHHS
I1i/1 Yac BariTHOCTI He IIPOBOMJIOC.

Hasozumo BilacHe KiliHiYHE CIOCTEPEKEHHS 32 J[PYTrolo
JTUHOIO B CIM'T 3 MYKOBICITH/IO30M 13 TTAHKPEATUIHOIO HEIOCTAT-
HICTFO, HAOPSIKOBO-aHEMIUHUM CUHJIPOMOM, BAsKKUM 11epeGiroM.

Xnonuux 3.y Bini 3-x micsuis 7 auiB 6yB 1epeBeaeHuit
3 Kpemenuyipkoi MicbKOi AWTSYOI JiKapHi 3 AiaTHO30M:
«binkoBo-enepreTnyHa HepoCcTaTHICTH 2-TO cTynens. BYI?
Hedinurna anemis 11 ct. BOB. PekonBaseciieHT mpaBobiuHoi
BOTHUIIEBOI 3JTMBHOI THEBMOHi1».

3 aHamHe3y BiZIoMO, IO [UTHHA Hapoauiacs Bix [V Barit-
HOCTI, 1o mepebiraia Ha T rectody I-ro TpuMecTpy Barit-
Hocrti, y cimM'T 6arbkiB-HOCIIB MyTanTHUX reHiB. [lomoru 1V,
B TepMmini 36 TW)KHIB, TIPUPOIHUM IIJISIXOM, B TOJIOBHOMY
nepeeskanti, 3 Baroro 2390 rpamis.

Matn 3 HapoOKeHHSI BiMiva€ y XJIOTTYMKA YacTi 3pH-
ryBaHH:, 110 HOCUJIMJINCA HicJs BOX MicAlliB »KkuTTs. Bary
HabupaB  HegoctaTHbo. IlepebyBaB  Ha  JiKyBaHHI
B KpemenuytpKkiit MicbKill IUTSYil JiKapHi MPOTITOM /BOX
TUIKHIB, ITCJIS 4OTO 6yB TiepeBe/IeHUH y Bi/IiJIeHHST TIepei-
YacHO HapOJ/KEHUX Ta IaTosorii HoBoHapo/KeHNX JluTsyoi
MiCbKOI KJIiHiuHOi JikapHi M. [lostasa.

3araTpHUI CTAaH IUTUHW TIPU MepeBe/leHH] Y BiieH s
BaKKUH 32 PaxXyHOK HaOPSIKOBO-aHEMIUHOTO CHHAPOMY.
MuisaBuii, Ha OTJIsA pearye He3HaYHUM IiJIBUIIEHHSIM PYyXO-
BOI aKTMBHOCTI, KpUK caabKuil. Terno yTpumye, BUXOIKY-
erbes B aikkKy. [lormsan dikcye HermocTiiiHO, HE TIPOCTEXKYE,
M'SI30Ba TITIOTOHIS, CYXOKMJIKOBI Ta TepiocTalbHi pedercn
MJISIBI, cuMeTpuyHi; pediiekcn 1epioy HOBOHAPOKEHOCTI
3HUKEH], CMOKYe, KoBTa€. [lepebyBae Ha BIIbBHOMY IPYIHOMY
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BUTOAOBYBaHHI, aneTut 3umsKenni. [IIkipa 6iga 3 BOCKOBUM
BiATIHKOM, BUPa3Hi HaGPSIKM Ha 0O6JUYY, CTOMAX Ta KHUCTSX,
3arajbHa MacTO3HICTh; TyProp TKAaHWH 3HVKEHUH, TiATITKIpHA
KJTITKOBMHA PO3BUHYTA HEMOCTaTHBO, gedinut Barm 23%.
Y maxoBux Ta HIMHHUX CKJQJKaX MHOXHUHHI eJeMeHTHU
kanaupo3noro aepmartuty. Causosi Bojori. Kucueso
He3aJIe)KHUI. Y JlereHsIX [MXaHHs MyepuJibHe Hajl BCI€0
NIITITHKOIO JIeTeHb, XPUIN He BUCIYX0BYI0ThCs. CeplieBi ToHU
puTMiuHi, ociabaeni, CUCTOMYHUI IIyM Ha BepXiBIli, TepH-
(depuuHa 1ysbcanis 3agoBiabia. CuMnToM «6iT0i IIsAMEI>
3 cexynau. JKuBiT 3amanmii, mepucTaIbTHKa aKTUBHA.
Teuinka +1,5 cm, cenesinka +0,5 cm. Jliypes 4,5 mi/Kr/To/,
BUIIOPOKHEHHS JKOBTO-3€JIeH1, PO3PI/IZKEH].

Jlututa 6yJia orJIsTHyTa JiKapsIMI:

e TIEHETHK: CHHAPOM MYKOBICIHIO03Y, HaOpsAKOBO-aHe-
MIYHUH CUHIPOM;

® HEBPOJIOT: 3aTPUMKa (hi3UYHOTrO Ta CTATO-KIHETUYHOTO
PO3BUTKY BHACJILOK MeTaboIiuHOi ernedanonarii;

e KapioJsior: BTopuHHa Kapaiomionatiss, BOB;

® OKYJICT: O4HE JTHO B HOPMI.

Takosx OyJiu TpoBeieHi KAiHiKo-1ab0paToOpHi Ta iHCTPY-

MEHTaJbHI 00CTEKEHHS:

e zaraspHuii awamiz kposi: Hb 76 rv/m, epurporurn
2,4 x 10%/n, nefikonutu 8,9x10°/m, KII 0,94,
IIOE 5 mMm/rox, /s 1%, ¢/ 39%, nimdorutu 58%,
MoHoruT 2%;

e GioxiMiuHMii aHaMi3 KpoBi: 3aranbHuii Ginipy6in 10,9,
npsmuit 4,5, wenpsimuii 6,4, AJIT 34, ACT 56, 3arajib-
Huii 6iox 36 r/a, CPB Herar., kpeatunin 38, ceqoBu-
Ha 2,4;

e 3araJbHUI aHami3 cedi: 63 MaTOJOTIYHUX 3MiH;

JITEPATYPA

e Komporpama: ’KUp HeWTpaibHUH — OaraTo, KUpPHI
KUCJIOTH He 3HaiijieHo, Muia — Hebarato, CJIu3 —
PiZIKO;

e xJI0puAU 0Ty — 86 MMOJIB/I1;

o EKTI: cunycosa taxikapzis. EBC Bigxunena npasopyy,
nHusbkoBosbTakHa EKT y crangapriux ta nmocusiennx
Bi/IBe/IeHHSX BiJ KiHI[IBOK, S-Tuit EKT;

e HeiipocoHorpadist: JIEHTUKYISPHA BACKYJIONATIs;

e ExoKC: BOB. Iloposxkuunu cepiist He 36iJ1blIeHi.

[TpoBeziere JiKyBaHHS BKITIOYATIO: TPAHCHY3i10 EPUTPOITUTIB,
iHdys3iitiy Tepartiio; anTHOioTUKOTEpartiio (1iedTpiakcoH, JTopika-
1IMH), BEPOIIIPOH, HictatuH, Mausrodep, (osieBy KHUCIOTY,
arBanTap, 6Giorasi, TPEAHI30I0H, KPEOH, METOKJIONpPaMi, Jasikc,
iHTAJIATIIT 3 TITTEPTOHIYHUM PO3YNHOM XJIOPUJLY HATPIIO.

Y pesynbraTi mpoBeieHOI Teparii CTaH IUTHHU TOJIN-
muBcst. [TepebyBae Ha BiIbHOMY TPYAHOMY BHUTOJIOBYBaHHI,
CMOKUYE aKTHBHO, He 3pUrye, Bary Habupae. Buxokyerbest B
JTKKY. AKTUBHUI. Bunoposknenus neperpasJieni, 5JKOBTO-3e-
JIeHi, Iiype3 TOCTaTHIiA.

VY 3anoBisibHOMY cTaHi auTuHa Oyjia BUIIMCAHA 3 Biji-
JIEHHS Y Billl YOTUPbOX MICAIIIB i/l HATJISA/ JiKaps-TieiaTpa
HIICM/ 3 miarnozom: «MyKoOBicIIU03 3 TTAHKPEATHYHOIO
HEZOCTATHICTIO, HAOPSAKOBO-aHEMIUHUM CHHIPOMOM, TSIK-
kUM nepebirom. 3arpumka (isMIHOTO Ta CTaTO-KiHETUIHOTO
PO3BUTKY BHacJHifIok Metabosiunol enuedanonarii. BOB.
MAPC».

JlaHuii BUTIAI0K € MOKA30BUM I[0/[0 HEOOXIIHOCTI MTaHy-
BaHHSI BaTiTHOCTi, a IMPOBEJEHHS TEHEeTMYHOTO CKPUHIHTY
6aTbhKiB 03BOJUTH 3MIHCHUTU AiarHOCTUKY TeHETHIHO
JIeTEPMIHOBAHUX 3aXBOPIOBAHL 3 METOIO IIONEPE/KeHHS
HAPOIPKEHHS XBOPOI IUTHHMU.
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OBa cnyyas saboneBaHns gete MyKOBUCLML030M B CEMbe
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B cTatbe npuBefeH cnyyail 3a6oneBaHus MyKOBUCLMA030M ABOWX feTell B OLHOI ceMbe. [JaHHbI cry4ail UnmocTpupyeT He06X0AMMOCTb NAAHUPOBAHUSA
6epEeMEHHOCTI, @ TaKXKe FeHETUYECKOr0 CKPUHUHIA POLAUTENEN C LieNbio NpesynpexaeHns poxaeHus 601bHOro pebeHka.
Kntoyesble cnoBa: MykOBUCLMA03, [ETU NEPBOrO rofa XXW3HU, FEHETUYECKUIA CKPUHNHT.

ISSN 1992-5913 Cospemennas neguatpus 6(78)/2016

121



YmntamTte Hac Ha canTe: http:/med-expert.com.ua

Two cases of cystic fibrosis in children from one family
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'"HSEE of Ukraine «Ukrainian Medical Stomatological Academy», Poltava
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Abstract. The reason for writing this article was the birth of the second child in the family with the diagnosis: Cystic fibrosis with pancreatic insufficiency,
edema, anemic syndrome, severe course. Delay in physical and gender-kinetic development due to metabolic encephalopathy. Open oval window. Minor con-
genital heart defect. The first child in the family had cystic fibrosis with pancreatic insufficiency, edema, anemic syndrome, severe course (from the second
pregnancy), died at age of 3 years. The | and Ill pregnancies ended in the birth of two healthy girls.

After the birth of the first child with cystic fibrosis, the parents underwent genetic testing. Major mutation in the gene SFTR deletion of exon 10 F-508It was
found. Unfortunately, this pregnancy proceeded without mother's planning of birth. Examinations during pregnancy were not conducted.

We present our own clinical observation of the second child in the family with cystic fibrosis with pancreatic insufficiency, edema, anemic syndrome, severe course.
The boy Z., aged 3 months 7 days was transferred from Kremenchuk City Children's Hospital with the diagnosis: Protein-energy malnutrition of 2nd degree.
Intrauterine infection? Deficiency anemia of Il degree. Open oval window. Reconvalescent of right-focal confluent pneumonia. From case history we know that the
child born to IV pregnancy proceeded against the backdrop of gestosis of 1st trimester, in the family of mutant genes carriers. Childbirth IV, in term of 36 weeks,
natural, in the main presentation, weighing 2390 g. From the moment of birth the mother notices frequent regurgitation, which intensified after 2 months of life.
Weight gain is not sufficient. The infant was treated at Kremenchuk City Children's hospital for 2 weeks, after which he was transferred to the department of pre-
mature infants and pathology at Children's City Clinical Hospital of Poltava. The general condition of the infant when transferred to the department was severe
due to swelling and anemia syndrome. The infant was examined by doctors: Genetics: Cystic fibrosis syndrome. Swelling and anemic syndrome. Neurologist:
Delay in physical and gender-kinetic development due to metabolic encephalopathy. Cardiologist: Secondary cardiomyopathy. Open oval window. The examina-
tion in coroutine revealed a lot of neutral fat; fatty acids were not found; soap — not much; mucus — rarely. Sweat chlorides — 86 mmol/l.

As a result of therapy the infant's condition improved. The infant is on free breastfed, sucks actively, does not regurgitate, gains weight. Active. Stool is digest-
ed, yellow-green, diuresis is sufficient. At the age of 4 months, the infant was discharged from the office in satisfactory condition and was under supervision
of pediatrician from Primary care center with the diagnosis: Cystic fibrosis with pancreatic insufficiency, edema, anemic syndrome, severe course. Delay
in physical and gender-kinetic development due to metabolic encephalopathy. Open oval window. Minor congenital heart defect.

This case is representative in regard to the need for planning pregnancy to prevent the birth of a sick child.

Key words: cystic fibrosis, infants of the first year of life.
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HOBOCTH

Yuenbie BbISICHWIH, TUIQHTIIETBI 1 TIOJIb3YIOTCA MU OIIPE/ICJIEHHOE BPEMA BME-

nmoyeMy J1€THU CTaJII XYK€ CllaTh

Yuenble Kpaiite 06eCIIOKOEHBI, YTO COBPEMEHHbIE JETH
CTaJIM Xy’Ke CIaTh, BEIb ITO HETATHBHO OTPasKAETCs Ha WX
HEpPBHON cHcTeME.

Kak BbigcHuIM crenuajuctel U3 BeJII/IK06pI/ITaHI/H/I,
Ha KayeCTBO CHA BJIMSIOT TA/KEThI, C KOTOPBIMW JETH
U IIOAPOCTKU IIPOBOAAT MHOI'O BpEMEHU IIepezl CHOM.

Kak BbISICHUIM ClIelaancThl U3 Besmkobputannu, Ha
KavyecTBO CHA BJIUSIOT Ta/KEThI, C KOTOPBIMHU JAETH U MOPO-
CTKH TTPOBO/ISAT MHOTO BPEMEHH TTEPe/T CHOM.

WccenenoBaTenn crenuaibHo Habmomamm 3a 125 Twics-
YaMH JieTeit, Bo3pacT KOTOPBIX cocTaBuit ot 6 1o 19 Jert.

B pesyabrate, 6b1I0 YCTaHOBJIEHO, YTO JETH, KOTOPbHIE
nepesi OTXOZOM KO CHY GepyT B pyku cMapT(hOHBI WK

CTO TOTO, YTOObI CIIATH, UMEIOT IPOOJIEMBI CO CHOM.

HexBarka cHa 1IpOBOIMPYET HEPBO3HOCTH, Pa3/IpasKu-
TEJIBHOCTD U OOIIYIO YCTaNOCTb.

B wurore, y zereii, KOTOpble HENOCHINAIOT, OcaabeBaeT
MMMYHHasl CUCTEMa, a TAKKe MOSIBJISIOTCS APYTHe TIpodIie-
MBI CO 3/I0POBbEM, TaKKe KaK OKMPeHue, 3ajlepskka pocTa
U IIPOY.

VIMEHHO 103TOMY CHEeIMATUCTbI PEKOMEH/LYIOT POJMTE-
JIAM KOHTPOJMPOBATH BPEMsS HCIHOJb30BAHUS JIeTbMHU
ra/KeTOB, 0COOCHHO MIepe/| CHOM.

Hcmounux: med-expert.com.ua

122

ISSN 1992-5913

CospemenHas neguatpus 6(78)/2016




