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VKOBICIIMIO3, SIK BiIOMO, € OfHIEI0 3 HANOIIbII cep-

HO3HMX Ta HEBUPINIEHUX MPOOIEM Y CyJacHiil Meu-
nuHi. 3a TaKKicTIO 1epebiry, 4acToTow YCKJaAHEHb
1 JleTaJIbHICTIO BiH Yy BCbOMY CBITi 3aiiMa€ OJHY 3 IPOBITHUX
MO3UILiN Y CTPYKTYPi 3aXBopioBaib. MyKOBiCIII/103 € cUCTEM-
HUM CTIAJIKOBUM 3aXBOPIOBAHHSIM, 110 0GYMOBJICHE MYTAIE0
reHa TPaHCMEMOPAHHOTO PEryJIsiToOpa MyKOBICI[UI08Y, XapaK-
TEPU3YETHCS YPAKEHHSM 3a7103 30BHIIIHBOI CEKpellil, TSKKH-
MU ypakeHHAMU (GYHKIIH opraHiB AMXaHHA Ta MIJIYHKOBO-
KuImKoBoro Tpakty. Ommcannii y 1936 p. BizeHchbKNM JrikapeM
®pankoni (kictozuuil ¢Gi6pos). Y 1989 p. Biakpuro ren
MmykoBiciuzosa. Yacrora — 1:2500-3000. Tun ycnaakyBaHHsS
— ayTocoMHO-peliecuBHuil. Yacrora HociiictBa rena 1: 2—25.

Osnaky 3aXBOPIOBAHHS MOKYTb CIIOCTEPIraTHUCS BiKe
B IEpiojii HOBOHAPOIKEHOCTI, HAWOIIbIl BUpasHA KapTHHA
XBOpoOU y 1ell mepiog — MEKOHiaJbHWMU ineyc, ycKiaai-
HEHHAM SIKOTO € mepdopailig KUIIeYHNKa Ta MEKOHIaJIbHUI
nepurowit [3,5]. ¥V 80,3% xireil i3 MyKOBICIIUZI030M TT0YATKO-
Bi O3HAKM 3aXBOPIOBAHHS 3'SIBJSIOTHCS HA MEPHIOMY POIi
JKATTS. 3a HAsIBHOCTI HOPMaJIbHOTO, HABITH IIiIBUIIEHOTO,
alleTUTY JITH He 10/1al0Th Y Basdi, MOXYTb BiJICTaBaTU y POCTI;
TOHYC M'sI3iB i TKaHWH 3HWKeHWH. BigsnadaeTbcs cyxicTb
y poTi, cimHA B'sI3Ka. XapaKTEepPHOIO € BeJINKa KiTbKiCTh
BUIIOPOKHEHbD, OGJUCKYUUX, CBITJIUX, YaCTO CIPOro KOJbOPY,
3 BEJIMKOIO KIJIBKICTIO JKUpy — crearopest. MoxyTh OyTu i
3aKpenu, aje W y IWUX BUMAAKAX KaJa KUPHWH. Y psi
BUITQ/IKIB 32 HAIBHOCTI 3aKPETIiB Y JiTeil, XBOPUX Ha MYKOBiC-
U103, CIIOCTEPITAETHCA TelmaTOMerasis, BUMAMiHHS MPIMOI
kumky. [TopyiryioTbess 0OMIiHHI TIpoIiecH — BiZHAYAIOTHCS
rimonporeinemis, rimositaminos [1,2,4].

3MiHU 3 GOKY JiereHb MPOSIBISIIOTBCS Y BUIVISILL 3aCTOIO
B'sI3K0I MOKPOTU B GPOHXAX, HIO IPU3BOAUTH 10 0OTYpalliii-
HUX aTeJIeKTa3iB, KOMIIEHCATOPHOI eMdizeMu Ta BTOPUHHOTO
indikyBanusa. Po3BuBacThCs XPOHIUHWIT OPOHXIT, THIHHI
6ponxoekTasu. KaiHIYHO NPOSBAAETHCS HAMAZOMOMIOHIM
KallljieM, HO/I KallIoKOIOAI0HOro xapakrepy. BinzHauaers-
cs1 TIOCTiiTHA 3aiuIIKa i 1iaHos [5].

Y medinti cnioctepiraeTbes audys3HA KUPOBa iHIIBTPa-
mist. [ligutenns B'I3K0CTi KOBUI MOKe TIPU3BECTH JIO XOJIe-
CTa3y 3 MOCTYNOBUM PO3BUTKOM XOJIECTATUYHOTO TENaTHTY,
a TakoK (opMyBaHHAM BTOPUHHOTO OisiapHoro nuposy [7,8].

[IpuBosoM 10 HamucaHHS JaHOI CTATTi CTAIO HApPO.-
JKeHHSI IPYTOl ANTWHM B ciM'i 3 piarHo3oM: «MyKoBicIimo3
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3 MAHKPEATUYHOI HEIOCTATHICTIO, HAOPSKOBO-aHEMIYHUM
CUHIPOMOM, TSKKAM mepebirom. 3aTpuMka (iswdHOTO Ta
CTATO-KIHETMYHOTO PO3BUTKY BHACTIZOK MeTaboJiuHOl
ennedamnonarii. BOB. MAPC». Ilepma autuna B ciM'l
3 MYKOBICIIM/I030M 3 HAaHKPEATHMYHOIO HEJIOCTATHICTIO, Ha-
OpSIKOBO-aHEMIYHUM  CHHAPOMOM, TSDKKUM —mepebirom
(Bix Il BaritHOCTi) TOMepsia y Bimi Tppox pokis. [lepmra
i TpeTd BariTHOCTI 3aKIHYMJIUCS HAPOJKEHHSM JIBOX 3/I0PO-
BUX JIiBUATOK.

[licnss HapomkeHHs TepIIoi TUTUHU 3 MYKOBiCIIMIO30M
GaTbKaM IPOBOAMJIOCS TIeHeTHuyHe o0cTexeHHs. Bysa Bu-
sBJIeHA HasgBHICTh MaxkopHoi myTanii B reni CFTR nenenis
10 exson F-508. Ha sxasb, aHa BariTHicTh y MaTepi Mpoxo-
auia 6e3 MuIaHyBaHHS HapojpkeHHst quTuHu. OOCTeKEeHHs
ITi/T 9ac BaTiTHOCTI He MPOBOAMIOCS.

HaBopnmo BiacHe KITiHIYHE CIIOCTEpeKEHHS 3a JAPYroio
JIUTUHOIO B CiM'T 3 MyKOBICII/IO30M 13 ITAaHKPeaTUYHOIO HEe0CTAT-
HICTIO, HAOPSIKOBO-aHEMIYHIM CUHPOMOM, BayKKUM TIePeGiroM.

Xnonuux 3.y Bili 3-x micauis 7 nHiB OyB mepeBepeHuUin
3 Kpemenuynbkoi MicbKOi AMTSYOI JiKapHi 3 AiarHo3oM:
«binkoBo-eHepreTyHa HEMOCTATHICTL 2-TO cTyreHs. BYI?
Jledinnrra arnemist 11 ct. BOB. PexomBaseciieHT mpaBo6iaHoi
BOTHUIIEBOI 3JIMBHOI ITHEBMOHI1».

3 aHaMHesy BiJIoMo, 110 INTUHA Hapojauiaacs Big [V Barit-
HOCTI, 10 nepebirana Ha i TecTosy I-ro TpuMecTpy BariT-
HOCTi, y cimM'T 6aThkiB-HOCITB MyTaHTHUX TeHiB. [Tomorn 1V,
B TepMiHi 36 TWIKHIB, TPUPOJHUM TIISXOM, B TOJTOBHOMY
nepe/ieskanti, 3 Baroio 2390 rpamis.

Maru 3 Hapo/KEeHHs BiJIMiYa€e y XJIOMYMKa 4acTi 3pu-
TyBaHH#, 110 TOCUJINJINCS TCJs IBOX MICAIB KUTTS. Bary
HabupaB  HejgocTaTHbO. IlepeGyBaB  Ha  JliKyBaHHi
B KpemeHuyIibKiii MiCbKill UTS4ill JIIKAPHI MPOTSATOM JIBOX
TUIKHIB, TicJst 4oro OyB NepeBeAeHui y BiUIIIEHHS Tepe-
YaCcHO HAPO/PKEHMX Ta I1aTOJIOTii HOBOHApPO/pKeHUX JluTtsyoi
MiCchKOI1 KJIiHIUHOI JikapHi M. [TonTasa.

3araJIbHUI CTaH JAMTUHU [IPU NIePeBe/IeHH] Y BijitisieHHs
BaKKMI 3a PaxyHOK HaOPAKOBO-aHEMIYHOTO CHHAPOMY.
MuosiBuii, Ha OrJIs pearye He3HAYHUM IIi/IBUIIEHHAM PYyXO-
BOI aKTMBHOCTI, KpUK cabkuil. Tersio yTpumye, BUXOIKY-
erbcst B Jikky. [orssn dikcye HenmocTiitHo, He TIPOCTEXYE,
M'sI30Ba TIilIOTOHIsI, CYXOXKUJIKOBI Ta 1epioctayibhi pedexcu
MJISIBi, CUMETPUYHI; pedeKcu mepiogy HOBOHAPOKEHOCTI
3HIIKeH], cMOKYe, KoBTac. [lepebyBae Ha BIIbHOMY TPYAHOMY
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BUTOIOBYBaHHi, anleTut sHmkennii. [llkipa 6:1ina 3 BOCKOBUM
BIATIHKOM, BUpa3Hi HaOpsAKM Ha 0OJMYYI, CTOMAX Ta KUCTSX,

3

arajibHa aCTO3HICTh; TYProp TKAaHWH 3HUKEHUIH, Mi/[IIKIpHa

KJIITKOBMHA PO3BUHYTAa HENOCTATHBO, AedinuT Baru 23%.
Y maxoBux Ta MUWHHUX CKJIAAKaX MHOXUHHI €JeMeHTH

KaHANJAO3HOTO JAE€pMaTUTY. Cinnsosi

Bosori. Kucneso

He3aJIeXKHUI. Y JIeTeHsX [MXaHHS IyepuJibHEe HaJ BCIi€IO
JIJISTHKOIO JIeTeHb, XPUIIN He BUCTYXOBYIOThcs. CeplieBi ToHU
puTMiuHi, ocnabieri, CUCTOMYHMIA M Ha BepXiBIli, epu-
dbepuuHa 1ysbcalis 3an0BiabHa. CuMnToM «6ioi mIAMU»
3 cexynau. JKuBiT 3amnasnuii, mepucTajbTUKa aKTUBHA.
[Teuinka +1,5 cM, cenesinka +0,5 cm. [liypes 4,5 mii/Kr/rog,
BUTIOPOKHEHHS JKOBTO-3€JIeH], PO3Pi/KEHi.

Jlutuna OyJia OrJIstHyTa JiKapsIMIL

® IEHETHK: CHHAPOM MYKOBICIIUIO3Y, HAOPSIKOBO-aHe-
MIYHUI CUHIIPOM;

HEBPOJIOT: 3aTPUMKA (Hi3UYHOTO Ta CTATO-KiHETHUIHOTO
PO3BUTKY BHACJII0K MeTaboJIiuHOI eHIledasonarii;
KapzioJsior: Bropunna kapaiomionaris, BOB;

OKYJIICT: OYHE JTHO B HOPMI.

Takosx Oysu TpoBeieHi KIiHiKo-1abopaTopHi Ta iHCTpy-

MEHTaJIbHI 00CTEKEHHS:

e 3arajbHUil aHaniz kposi: Hb 76 r/ua, epurpormru
2,4 x 1012/n, neiikonuru 8,9x109/1, KIT 0,94,
ITOE 5 mm/ron, 1i/s1 1%, ¢/s 39%, aimdorut 58%,
MoHouutu 2%,

Gioximiunmii anais KpoBi: 3araabuuii 6ixipy6in 10,9,
npsimuit 4,5, nenpsimuii 6,4, AJIT 34, ACT 56, 3arajib-
muit 6imox 36 v/a, CPB merar., kpeatunin 38, ceqoBu-
Ha 2,4;

e 3arasbHUil aHasi3 ceui: 6e3 MaTOJOTIYHUX 3MiH;

JIITEPATYPA

e Komporpama: >KUp HeHTpaJbHUI — Oararo, >KUpHI
KHUCJOTH He 3HaiijileHo, Muia — Hebarato, CJau3 —
pinKo;

XJIOPUM TTOTY — 86 MMOJTB/J1;

EKT: cunycosa taxikapzis. EBC Bigxunena nmpaBopyuy,
nusbkoBosbTaxkHa EKT y crangapTanx ta mocnirennx
Bi/[Be/ICHHAX Bijl KiHIIBOK, S-Tun EKT;
Helipoconorpadis: JEHTUKYJIIPHA BACKYJIOTATIs;
ExoKC: BOB. Iloposkuunu cepiist He 36ibIreri.

[IpoBenene sikyBaHHS BKIIOYAIIO: TPAHCDY3iT0 €PUTPOIUTIB,
inysiiiny Teparito; antubiorukoTepario (1edTpiakcoH, JopiKa-
IIUH), BEPOIINipoH, HictaTtuH, Maiasrodep, (osieBy Kucmory,
arBarTap, 6ioras, TPEIHI30I0H, KPEOH, METOKIOMPAMIJI, JTa3iKc,
IHTAJIATI 3 TIMEePTOHIYHUM PO3UNHOM XJIOPU/TY HATPITO.

Y pesyibraTi IpOBEZEHOI Teparii cTaH AUTHUHU IOJII-
muBcst. [lepefyBae Ha BiJIbHOMY IPYAHOMY BHUTOIOBYBaHHI,
CMOKYe aKTUBHO, HE 3PUTYE, Bary Habupae. BUXOKYEThCs B
JKKY. AKTUBHIN. BumoposkHeHHs epeTpasiieHi, ;KOBTO-3e-
JIeHl, Jiiype3 0CTaTHIl.

Y 3az0BisbHOMY CTaHi AuTHHA OyJa BUIMCAHA 3 Bifli-
JIEHHS y Billi YOTUPHOX MiCSIIIB TTi/l HATJISAM JiKaps-TeiaTpa
HIICM/ 3 giarnozom: «MykoBiciinao3 3 MaHKPEATHIHOIO
HEJOCTATHICTIO, HAOPSIKOBO-aHEMIUHUM CHHIPOMOM, TSIK-
KuM riepebirom. 3arpumka (HisMyHOro Ta CTaTO-KiHETUYHOTO
PO3BUTKY BHacJifok Mertabosiunoi enmedanonarii. BOB.
MAPC».

JlaHuii BUMaI0K € TTOKA30BUM II0/10 HEOOXIZAHOCTI TITaHy-
BaHHS BariTHOCTi, a ITPOBEJEHHS TEHETUYHOTO CKPUHIHTY
6aThbKiB [[03BOJUTH 3AIMCHUTH [TiarHOCTUKY T€HETHYHO
JIETEPMiHOBAHUX 3aXBOPIOBAHb 3 METOI0 TOIEPEKEHHS
HapO/KeHHsT XBOPOI IUTUHMU.
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B ctatbe npmeefeH cnyyai 3a60neBaHNS MyKOBUCLMAO30M [BOWX [eTel B OAHON ceMbe. [laHHbIiA Cryyail MnnocTpupyeT HeobXoauMoCTb NNaHMPOBaHUS

6EpPEMEHHOCTM, a TaK)Ke TeHeTUYECKOTO CKPUHIHTA POAUTENE C LeNbio Npeayn

pexaeHns poXaeHus 6051bHOT0 pebeHka.
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Two cases of cystic fibrosis in children from one family

M.Ye. Fesenko?, V1. Pokhylko?, 0.A. Scherban'2, L.V.Krykotenko? ,Y.L.Stepchenko?

1THSEE of Ukraine «Ukrainian Medical Stomatological Academy», Poltava

2Children's City Clinical Hospital of Poltava, Ukraine

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/I.

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

Vuensnie BbISICHWIH, TJIAQHOIETBI U MOJIb3YIOTCA UMU OIIpe/ieJIEHHOE BpeEMA BMeE-

IoYeMYy J1€TH CTAJIM XYyiKe CIIaTb

VYuenble Kpaiitie 06€CITOKOEHBI, YTO COBPEMEHHbBIE TETH
CTaJIn Xy’Ke CHaTh, BE/lb 9TO HETATUBHO OTPAXKAETCS HA UX
HEPBHOU cucreme.

Kak BbIACHMIN crenuaaucTbl U3 BeinkoOGpuraHui,
Ha KayeCTBO CHA BJUSIOT TAJKETHl, ¢ KOTOPBIMH JIE€TH
W TIOZIPOCTKHU TIPOBOJSIT MHOTO BPEMEHH TI€PE]] CHOM.

Kax BbisicHuIn crieruaiucTel u3 BeankobpuTanuu, Ha
KaveCcTBO CHA BJIUSAIOT FA/[KEThI, C KOTOPBIMU JETU U TOAPO-
CTKH MPOBOJISAT MHOTO BPEMEHU TIePel CHOM.

Uccenenosarenu crenuanbio Habmonanu 3a 125 toicd-
yaMu JieTeid, BO3pacT KOTOPBIX cocTaBui ot 6 10 19 jer.

B pesyibrate, 6bLI0 YCTaHOBJIEHO, YTO JIETH, KOTOPBIE
nepejil OTXOZOM KO CHY 06epyT B PyKu cMapT(OHbI WM

CTO TOTO, YTOOBI CHATH, UMEIOT ITPOOJIEMBI CO CHOM.

Hexsarka cHa npoBoIupyeT HEPBO3HOCTD, pasjipasku-
TEJILHOCTD U OOIILYIO YCTATIOCTb.

B wutore, y zereii, KOTOpble HEAOCHINAIOT, OcaabeBaeT
UMMYHHAs1 CUCTEMA, a TAK)KE MOSIBJISIOTCS JPyTHe 1podJie-
MBI CO 37I0POBbEM, TaKHUe KaK OKMPEHUE, 33/IeP:KKa POCcTa
U TIPOY.

VIMeHHO 1109TOMY CIIEIMAINCTBI PEKOMEH/IYIOT POJIUTE-
JIAM KOHTPOJIMPOBATh BPEMsI HCIOJb30BAHUSA JIE€TbMU
raj[KeToB, OCOOEHHO IEPe/l CHOM.
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