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Abstract. Lejeune syndrome (OMIM 123450) was first described by a French pediatrician Jean and others. in 1963, and
due to the presence of the defect on the short arm of chromosome 5. The prevalence of this syndrome is 1 case in 25,000 -
60,000 babies. Clear depending on the country of nationality or climatic factors were found. It is noted that girls suffer more
often than boys (approximately 1: 1.25). The syndrome gets its name from the distinctive cry of children who like the cry of
a cat. This feature is due to pay a kind of laryngeal structure and characteristics of the nervous system. A case from practice
Syndrome stale. The attention is focused on the clinical features of this syndrome and diagnostic criteria.

Key words: Lejeune syndrome, children deletion of chromosome 5, short arm, cat cry, clinic.

Pestome. CuHgpom JlexxaHa (OMIM 123450) Bneplue onucaHui paHuy3bkuM fikapem-negiatpom JlexxaHom Ta iH. y
1963 p., Ta 3yMOBMEHUA HAABHICTIO AedeKTy Ha KOPOTKOMY nredi 5 xpomocomu. [owmpeHicTe AaHoro CMHOpOMy cTa-
HoBUTb 1 BMNagok Ha 25000 - 60000 HoBoHapomkeHuX. YiTKOI 3aneXHOCTi Big KpaiHW, HaLioOHanbHOCTI UM KNiMaTUYHKUX
UYMHHWKIB He BMSBNEHO. BiasHayeHo, Lo diB4aTka XBOPIloTb AELLO YacTile HixX xnonyuku (npubnusHo 1: 1,25). CuHgpom
OTpMMaB CBOIO Ha3BY Yepe3 xapakTepHuUi nnay giten, kM NoaibHUn Ha KpUK Kiky. Taka ocobnueicTb nnavy 3ymoBrneHa
CBOEpPIAHOI ByA0BOI ropTaHi Ta 0cobrnMBOCTAMM HEPBOBOI cucTeMoto. OnMcaHo BUNAagoK 3 NPakTUKM cuHapomy Jlexa-

Ha. AKLEHTOBaHO yBary Ha KniHiYHUX 0COBNMBOCTAX 4AHOIO CUHAPOMY Ta AiarHOCTUYHUX KPUTEPISX.
KniouoBi cnoBa: cuHgpom JlexxaHa, gitv, geneuis 5 XxpomMocomu, KOpoTKe ninede, KOTA4ni KpuK, KniHika.

Betyn. CuHgpom JlexxaHa (OMIM 123450) (cvH.: Kpi gy Yart, cuH-
OpOM KOTSYOro Kpuky) ByB BnepLue onmcaHuin cpaHLy3bKUM fikapem-
negiatpom JlexxaHom Ta iH. y 1963 p. Lle XxpoMOCOMHe 3aXBOPIOBAHHS,
siIKe 3yMOBMEHe HasiBHICTIO AedeKTy Ha KOPOTKOMY nredi 5 xpomoco-
Mu. Lle moxxe ByTu noBHa BiACYTHICTb KOPOTKOrO nfe4va, YacTkoBa Moro
aeneuis (ginaHkn 5p12.2 — 5p12.3), dopMyBaHHS KinbLEBOT XpOMOCO-
MU Ta Mo3aiyHi BapiaHTu [1,5].

MoLwmpeHicTb 4aHOro CUMHAPOMY Bapitoe B LUMPOKMX Mexax. 3a pi3Hu-
MU AaHnmMm BoHa cknagae Big 0,00002 oo 0,00004%, To6To 1 BUNagok Ha
25 - 60000 HoBoHapomkeHmx. YiTKOI 3anexHOCTi Big KpaiHW, HauioHanb-
HOCTi Y1 KNiMaTUYHUX YNHHUKIB He BUSBNEHO. BigsHadeHo, Wwo agidaTka
XBOPItOTb AELLO YacTille Hix xnonymky (npubnusHo 1: 1,25) [2,7].

CvHOpOM OTpUMaB CBOK Ha3By Yepe3 XapaKTepHUI nnad gitew,
SAKUA NORIGHMIA Ha KpuWK Kiwku. Taka ocobnuBicTb nmnayvy 3ymoBreHa
CBOepigHOI0 By40BOIO ropTaHi Ta 0COBNMBOCTAMU HEPBOBOI CUCTEMOIO.
Brnnsbko 1/3 giten BTpayatoTb Lo pucy A0 2 pokiB. IHWKMMK cumnToma-

MU, SIKi CynpOBOOXKYIOTb AaHUA CUHAPOM €: NPObnemMu 3 xapyyBaHHAM
y 3B'AI3KY 3 TPyQHOLLAMM MPU KOBTaHHI i CMOKTaHHI, HU3bka Bara AUTUHU
npv HapOMKeHHI (6nM3bKo 2,5 Kr) Ta HU3bKi TeMnu i3NYHOTo PO3BUTKY;
rpyba 3aTprvMka po3BUTKY KOFHITUBHUX, MOBHMX OYHKLIN; npobnemu 3
NOBEAHKOW, TakKi sK: riNepakTUBHICTb, arpecisl, iCTEPUKM | OAHOMAaHITHI
pyxu, SiKi NOCTINHO MOBTOPIOIOTLCS; HAAMIPHE, HEKOHTPONbOBaHE CNu-
HOBUAINeHHs; 3anopw [3,4].

Y paHHbOMY AUTAYOMY BiLli XapaKTepHi 3MiHWM NMLUEBOro Yepena, a
came: micauenogibHe obrnmyysi 3 O4HMM FiNepTenopn3Mom; aHTUMOH-
ronoigHvM po3pia o4en, enikaHT, CAMOLLEHWIN HiC, MiKpOrHaTisl, HU3bKO
pO3TaLLOBaHi BYLLUHI PakOBUHW, Monepeay sIKUX YacTo € HEBENUKI Kpyrii
ibpo3Hi By3nuku. MoskoBuii Yepen BiAHOCHO Manux po3MipiB (Mikpo-
uedanis), gonixouedaniyHoi dopmy 3 BUCTYNnaw4MMm nobHuMmu By-
rpamu. LLnsi y xBopux KOpOTKa 3 HaAMMLLKOBO LLKIpOO, sika hopmye
KpMnonogibHi cknagku. Y Aesiknx Bunagkax TpannsieTbes WwinvHa ryou
abo nigHebiHHSA, roTuyHe nigHebiHHA | po3luenneHHs a3udka. MoxyTb
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6yT1 3MiHM 3 BOKY O4elt, a caMe KOCOOKICTb, acTUrmaTuam [6].

[oaaTKkoBMMM TUNOBMMU O3HAKaMM 3aXBOPIOBAHHSA MOXHA Has3BaTw:
rinoToHito, GpaxigakTunito, 4-x nanbLeEBY AOMOHHY CKNaaKy i Bagy cepus
(medekT MiXLLNYHOYKOBOI Neperopoaku, AedekT mixnepeacepaHoi ne-
peropoaku, Bigkputa aptepianbHa npotoka, Tetpaga ®anno).

Pigwe Tpannsetbca gucnnasis Tumyca, HenpoXigHICTb KMLLIEYHMKA,
MEerakonoH, naxoBa rpuxy, BUBUX KynbLLUOBKUX Cyrro6iB, KpUNTopxiam,
rinocnagito, Baau HMPOK (nigkoBonodibHa Hupka, ekTonis abo areHesis,
rigpoHedpo3), KNMHOAAKTUNIA N'ATOr0 NanbLs, KMULLOHONCTh, MOCKO-
CTOMICTb, CUHAAKTUNIS APYroro i TPeTbOoro nanbLiB PykK i Hir, NigBuweHa
rHyuKicTb cyrno6is [1].

Y nrofen 3 CMHAPOMOM KOTSIHOro KpUKy 3a3Buyait Hemae npobnem
3i CTaTeBOK CUCTEMOIO | PENPOAYKTUBHICTIO (HAPOMKEHHAM AiTewn).

XBopi giB4aTta gocsaralTb CTATeBOI 3PiNoCTi, PO3BUTOK BTOPUHHMX
cTaTeBMX O3HaK He MOpyLLYeTbCS. bynoBa craTteBux opraHiB i LIMAAXiB
y ocib xiHo4oi cTaTi, K NpaBuo, HopMarbHe, 38 BUHSITKOM ABOPOroi
MaTKu, fKa iHOAi TPannseTbCs Y X XBOPMX. Y YOMOBIKIB Sie4Ka 4acTo
Manux po3Mipis, ane cnepMatoreHes3 nopyLUEeHWUN He3HauHo [4].

KniHiuHe cnoctepexeHHs

Xnonuuk A., 11 micauis (puc.), 6aTbku 3BepHyn1cst 4o HeBporora 3
3aTPMMKOIO CTaTO-KIHETUYHOIO PO3BUTKY.

Puc. 1. Xnonuuk A., 11 micsauiB. OcobnusocTi heHOTUNY AUTH-
HU 3 cuHapomom JlexaHa (mikpouedanisi, 0O4HUI rinepTenopusm,
enikaHT, LUMPOKe nepeHiccs, KOPOTKa LnA)

BaTbkn 3BepHynucs 3i ckapramu Ha Te, WO AUTVHA He CUAUTDL, No-
raHo TPUMae rosfosy.

AHamHe3 cCiMelHwi: GaTbkn yKpaiHUi 3a HaujoHanbHicTio, Micue
NMPOXMBaHHA [0 3akmtodeHHs wnoby B pagiyci 1 km. Bnvabkocnopia-
HeHun Wb 3anepedytoTb. € npodpecinHi WkinuBocTi — pobota 3a
KOMM'IOTEPOM, MCUXOEMOLIiIHI HaBaHTaXeHHS. BaTbko AUTUHW KypuTb.
Mo niHii maTepi YacTo TPannATLCA OHKOMOriYHI 3aXBOPIOBaHHS, @ Mo
NiHii 6aTbka NPOCNIAKOBYETLCA PO3yMOBA BiACTaNICTb Ta OHKOMONiYHi 3a-
XBOpOBaHHs. 3picT 6atbka — 178 cM, 3picT matepi — 163 cm. Y pogo-
BOAi BMNAAKiB NCUXIYHMX 3aXBOPIOBaHb, eninencii He BusBneHo. Matu
XMon4mKa CTpaxxaae Ha NopyLLEHHS OBapianibHO-MEHCTPYanbHOro LKITY.

References:

Direction 3: “Medical sciences”

AHaMHe3 XUTTS i 3aXBOPIOBaHHA: XMOMNYMK Big YeTBEPTOI NnaHo-
BaHOI BariTHOCTI, sika nepebirana Ha doHi aHeMii, 3arpo3v BUKUAHSA Ta
KpoBoTeYi B 21-22 TUxHi, 06BUTTS NynoBMHOK HaBkomno wui. Mpu npo-
BegeHHi IPA giarHocTmkn Ha TORCH iHdekLii — BUsABNeHo Tokconnas-
Mo3. [Nonoru vetBepTi, y 35 TXHIB, HOPMarnbHi, Maca Npy HapoOOXKeHHi
— 2550 1, poBxvHa — 46 cM. 3akpuyas Bigpasy, ouiHKa 3a Lkanot An-
rap — 7/8 6anis. Npu 3BepHEHHI O HEBPOOra akLeHTOBaHO yBary Ha
He3BMYanHWii nnad AUTUHU Ta PEHOTUM, PEKOMEHA0BaHO AOCAIAXEHHS
kapiotuny, pesynstat — 46, XY, del (5) (p14). bys 3anigo3peHun ypo-
[PKEHUN rinoTMpeo3, NpoBeAeHO AOCMIAKEHHSI TMPeoigHOro nNpodinto,
pesynbrat — HOpMasibHUI TUPEOIAHWIA CcTaTycC.

BucraeneHo giarHo3 CuHgpom JlexaHa (5p-). BupaxeHa satpumka
CTaTO-KIHETUYHOTO Ta MCUXIYHOMO PO3BMTKY. 3aTpUMKa (Pi3UHHOMO PO3BUTKY.

[aHi 06'eKTUBHOIO 0BCTEXEHHS:

3picT — 48 cm, Bara — 6,4 kr (6 micauiB). PisUHHNIN PO3BUTOK HIKYE
cepeHbOro, rapMoHiiHuMIA. Sds 3pocTy Bignosigae -3 (Hopma — -2 + 2).
OcobnusocTi dheHoTUny (puc.): Mikpouedanisi, O4HUIA rinepTenopuam,
enikaHT, LUMPOKe NepeHiccst, KopoTKa Lns, M'A30Ba iNoTOHIA. 10 BHY-
TpilWwHix opraHax — 6e3 ocobnusocTei. CTaTeBmin po3BuUTOK 3a Tanner
— | (wo Bignosigae nonybeptaTHoMy nepioay).

[aHi nabopatopHux Ta yHKLIOHANbHUX OCHIAXEHb:

KniHi4HWI aHani3 KpoBi aHeMmis | CT., He3Ha4YHUI aHI3oUMTO3 Ta He-
3Ha4Ha rinoxpomis.

BioximiyHMIn aHania KpoBi — 3aranbHUI XONeCcTepUH Ha BEPXHin
MeXi HOpMM, NiABULLEHHS NakTaTAerigporeHasun 3aranbHoi y 2 pasw,
He3Ha4He NiABULLEHHS NyXHoi dpoccoTasn.

TupeoigHun npodinb (TTI) — 2,77 mkMO/mn (Hopma — 1,36-8,8),
TUPOKCWH BiNbHWI - 1,22 Hr/gn (Hopma — 1,1-2,2).

Y3[ WwmnTOoBUAHOT 3ano3n Ta BHYTPILLHIX opraHiB — 6e3 naTonorii.
EKI" — 6e3 natonorii. Ha HerpocoHorpadii po3LuMpeHHs nepeaHix po-
riB Gi4HMX LWNyHoukiB. Aydiorpama — 6e3 nartonorii.

KoHcynbTauii cneuianicTis:

EHpokprHonor — 3aTpumka (isnyHOro po3suTKy.

Okynict — naTonorii He BUSIBNEHO.

HeBponor — BupaxeHa 3aTpumKa CTaTo-KiHETUYHOIO Ta NCUXIYHO-
ro PO3BUTKY.

leHeTnk — cuHapom Jlexana.

JlikyBaHHS: AUTUHI PEKOMEHA0BAHO KypCU KOPTEKCHHY Ta arBaHTa-
Py, KOHTPOMb POCTY, CMOCTEPEXEHHSA reHeTVKa Ta HeBporora.

BucHoBoK. TakMm 4nMHOM, NpeacTaBneHe KriHiYHe CnocTepexeH-
HS AEMOHCTPYE CKNagHOCTI AndepeHLiNHO-AiarHOCTUYHOIO MOLLYKY,
HeobXigHICTb iHTerpyBaTu okpeMi 03Haku B 3aranbHuUi DEHOTMM TOro
4K HLLOrO NATONOrYHOro CTaHy ANs LinecnpsaMoBaHOi CBOEYaCcHOI Aia-
FHOCTMKM OKpemMmx hopM CrnafKoBKX 3axXBOPOBaHb. 3a HasBHOCTI npe-
HaTanbHOI naTtonorii nnoda, a came 3aTPUMMKW BHYTPILLUHBOYTPOBHOTO
po3BuTKY Ta HasiBHOCTI y BariTHOi TORCH iHdekuii HeobxiaHo npusHa-
YaTh MeOMKO-TeHETUYHE KOHCYNLTYBaHHS i3 AJOAATKOBUMW HeiHBa3WB-
HUMK Ta iHBa3WBHUMUK O0BCTEXEHHAMU Nnofda. CBoeyacHa AiarHocTuvka,
YTOYHEHHS I'eHe3y KOXHOro CMHAPOMY OCODONMBO BanuBi, TOMY LIO
[03BOMSATb 3HAWTU ONTUMAanbHUIA MiAxig 0O NiKyBaHHSA LWMX CTaHiB,
npodinakTMLi MOXIMBMX YCKNaAHEHb; NONepe;XKeHHI0 MOBTOPHOIO BU-
HUKHEHHS1 CNadKoBMX XBOPOO B ypaXeHuX CiM'sx (MeAuKo-reHeTuuHe
KOHCYNbTYBaHHs1). Lle AukTye HeobXiaHICTb nikapsm pisHuX creuianb-
HOCTEW YiTKO OpiEeHTYBaTUCS B NOTOLi CNagKoBO 3yMOBIIEHOI NATONOCrii.
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INTERRELATION OF DISORDERS OF THE PROTEINASE INHIBITORY SYSTEM
AND THE CONNECTIVE TISSUE COMPONENTS IN PATHOGENESIS
OF CHRONIC PANCREATITIS PROGRESSING IN PATIENTS WITH OBESITY

B3AEMO3B’A30K PO3JAAIB CTAHY MPOTEIHA3O-IHIBITOPHOI
CUCTEMMU TA KOMMOHEHTIB CMONMYYHOI TKAHUHU Y NMATOIMEHE3I
NMPOrPECYBAHHA XPOHIYHOI O NMNAHKPEATUTY Y XBOPUX HA OXWUPIHHA
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Abstract. 50 patients with chronic pancreatitis (CP) aged from 45 to 63 including 23 patients with CP and normal body index
(1st group), 27 patients with CP and obesity of the 1st degree (2nd group). The diagnosis of CP exacerbation was made
on the basis of anamnesis, clinical and ultrasonographic findings with biochemical substantiation of hyperfermentemia
syndrome. The diagnosis of obesity was made on the basis of the analysis of the body mass index (BMI) more than 30 kg/
m2. A comparative analysis of the morphological structure of the pancreatic tissue received during autopsy of patients with
CP against the ground of obesity and normal body mass died due to various reasons including complications of metabolic
syndrome has been made. The patients with obesity from morphological point of view were proved to be statistically
characterized by more considerable progressing fibrous reconstruction of the organ. Patients with chronic pancreatitis and
obesity presented considerable metabolic changes of the extracellular matrix components assuming a reliable increase of
synthesis intensity of collagen, glycoproteins, molecular hyperproduction of cellular adhesion and acute phase proteins,
increased catabolism of fucoglycoproteins against a reliable decrease of seromucoids and ceruloplasmin content with
antioxidant properties in the blood. Increase of proteolytic blood activity and inhibition of collagenolysis processes due to
the decrease of matrix metalloproteinase-1 activity, increase of inhibitory effect power of the tissue and plasma inhibitors
of proteolysis and collagenolysis were found in patients with CP against the ground of obesity.

Key words: chronic pancreatitis, obesity, autopsy, pancreas, proteinase-inhibitory imbalance, connective tissue,
metabolism.
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