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("Simko Ltd”, Ykpaina). [lpoTeomiTHuHy aKTUBHICTE MIa3MH KpOBI BH3HAYATH 3a Ti3HCOM
azoanbOYMIHY. asokaseiHy Ta azokony. CTaTHCTHUHY OOpoOKy pesyIbTaTiB 3iHCHIOBANH 3a
METOI0M BaplaliiHOl CTATUCTHKH 3 BUKOPUCTAHHAM KpuTepito t CThIOAEHTA.

[Ipu zacTocyBaHHI TITOKCIT 33 YMOB MNPHPOTHOTO OCBITIEHHS, Y MOPIBHSHHI 3 IHTAKTHHMH
TBAPUHAMH ¥ TKAHHHI MAITYHKOBOT 3a51034 OyJI0 BIAMIYEHO 3pOCTaHH Mi3HCy a30ansOymiHy Ha 28%
Ta a30K0Iy Ha 45% MpH He3HAYHOMY 3pOCTaHHI M3HCY asokazeiHy Ha 12% . [T1asMopuit QibpuHOM3
[pH TMOKCIT 38 YMOB OPUPOANILOrG OCBITIEINIS B MOPIBISAINEL 3 KOUTPOIBIOIO FPYTIOI0 TBAPHE 3POCTAB,
a came: cyMapHuil aizuc dibpuHy B 1,35 pazu, 3a paxyHOK 3pOCTAHHA MOKA3HUKIB K €H3UMATUYHOTO
nizucy $idpuay Ha 35%, Tax i HecH3UMAaTHyHOTO — Ha 28%. 3a WX YMOB ¥ TKaHMHI MiALLTYHKOBOT
3AJI03H  cyMapHa (MOpHHOJMITHYHA aKTHBHICTH 3pocTaia Ha 62%. 3a paXyHOK 3pocTaHHsS |
(ePMEHTATHBHOI 1 HE(PMEHTATUBHOI aKTHBHOCTI B 2,5 pasu. Biaomo, mo npd Ail MOMIKOITKYHOYH
drakTOpiB, ¥ ToMy 4uchi rinokcii. kpim [TOJI, BiaGyBaeThCa aKTHUBAIN OKHCTIOBATHLHOI MOAHMIKAIIT
OINKIB, a MICNs OKHCTIOBATEHOT MomudyKauii DiNoK ¢Tac BHCOKOUYTIHMBHM IO MPOTCOMI3y. Y HAMX
eKCTIEePHMEHTaX TiMoKcid Oyna (hi3loNoTIYHOK Ta AisIa He 110100080, a IHTepBalbHO 1 CIPHUMHWIA
NOMIPHI 3MIHH K IIPOTEONI3Y, Tak 1 HidpHHOMIZY.

TakuM YHHOM Wi BIUTMBOM TIMNOKCI B YMOBAax MPHPOAHOTO OCBITJICHHS BCTAHOBJCHO
3POCTAHHS BCIX TIOKA3HUKIB IPOTEOMITHYHOT | (PiOPHHOMITHIHOT AKTHBHOCTI ITA3MH KPOBI TA B TKAHUHI
HiANLTY HKOBOT 3aU103H. Taki 3MiHE CHCTEMHOTO Ta MICIIeBOTO (DIOPHHOMIZY Ta IPOTEOII3Y MOKYTh OVTH
PO3LIHEH] K 3aUaIbHI HPHCTOCYBAILHI peakiil v BLAOBLAL HAa HOMIPHY IHTEPBAIBHY [1000apUyHy
FINOKCIEO.

Antsupova V.V,
DIAGNOSTICS AND TREATMENT OF PRIMARY LACTASE INSUFFICIENCY IN
CHILDREN WITH SKIN LESION
Department of Physiology named afterYa. D. Kirshenblat
Higher State Educational Establishment of Ukraine
«Bukovinian State Medical Universityy

Lactase deficiency is fermentopathy. characterized by the inability to break down lactose
due to a decrease of activity or the ahsence of lactase enzyme.The activity of the lactase enzyme is
encoded by a gene localized on the 2nd chromosome, and lactase deficiency is inherited by an
autosomal recessive type. The prevalence of primary lactase deficiency on our planet reaches 70%.
The clinical picture of primary lactase insufficiency manifests itself from the first days of life, it is
characterized by regurgitation, intestinal colic, flatulence, stool disorders (diarrhea, constipation),
insufficient weight gain, changes in the central nervous system (irritability. excitability. sleep
disturbance), skin lesions.

Objectives of the study. It is the substantiation of the need for medical genetic counseling of
children with skin lesions to detect a hereditary etiology of the disease, followed by correction of
primary metabolic defects. using modern adequate therapies. including elimination diets.

Methods.  Somato-genetic,  clinical-genealogical, molecular-genetic,  biochemical,
immunological, ¢linical-diagnostic, instrumental {ultrasound) research methods were used.

Materials.Clinical case of diagnosis of primary lactase deficiency of a childwith severe
manifestations of atopic dermatitis. Proband M., sex — female, age — 6 years, the only child in the
tamily. According to her mother, from the first days of life the child had a liquid feces with an
unpleasant odor, a small red-rash rash on the extensor surface of the upper and lower extremities,
buttocks. Later, the child was repeatedly obscrved in an allergist, dermatologist for atopic
dermatitis, she has received standard therapy. against which there was a slight improvement. In
order to exclude hereditary metabolic disorders, the child was referred to a genetics consultation. At
the time of examination, complaints of a rash in the area of the wrist, extensor surface of the upper
and lower extremities, buttocks; Periodic itching; abdominal pain. Objectively: the visible mucous
membranes of normal color, tongue with a slight white coating, caries, dark plaque on the teeth.
Skin is pale pink, small-toothed rash in the area of the shoulders. upper and lower extremities, front
and back surfaces of the trunk. The abdomen is swollen, the liver, the spleen within the age limit.
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From the musculoskeletal system: a flattened foot, a violation of posture. Considering the data of
the anamnesis, data of paraclinical researches to the child it was recommended deeper examination:
genetic testing for lactase deficiency. As a result, the C13910T polymorphism of the LCT gene was
revealed in the homozygous state (the C/C genotype is associated with lactose intolerance).
Genetics Conclusion: Violation of carbohydrate metabolism: primary lactase deficiency (E73.0).
The appropriate treatment is prescribed: Dietary diet number 5 with the complete elimination of
milk and dairy products; exclude products and medicines containing lactose; water regime 1.5-1.9
L/day, fractional; Nifuroxazide, Artichoke, Enterojermina, Calcium glucanate; D-observation in the
gastrocnterologist; Repeated consultation of the gencticist in three weeks. The approach to therapy
of lactase deficiency has its own peculiarities. The basic principles are based on the orgamization of
therapeutic nutrition. optimizing the spliting of lactose. preventing the development of
complications. After the course of therapy objectively: the visible mucous membranes are of
ordinary color, the tonguc is purc pink, the abdomen is soft painless, the skin is pale pink, clean.
Recommended expansion of dietary intake, the gradual introduction of a limited number of sour-
milk products against substitution therapy (before the use of dairy products or products containing
lactose take Mamalac 30 mg of 3 capsules).D-observation in a gastroenterologist.

Children with primary congenital lactase deficiency require a lifelong diet and enzyme
replacement therapy. Observation of a child with lactase deficiency is performed by a pediatrician, a
children's gastroenterologist. a geneticist. Crileria for the ellectiveness of treatment of laclase
deficiency are the disappearance of the syndrome of dyspepsia, skin rashes, age-appropriate body
weight, normal rates of physical development, a decrease in the level of carbohydrates in the stool.

bomTran C.B.

BIKOBI OCOBJIMBOCTI PEAKL{IT MOKA3HUKIB NPOTEQ- TA ®IEPHHOJIITHYHOI
AKTHBHOCTI OKPEMHX CTPYKTYP I'OJIOBHOI'O MO3KY HA IBOBIYHY
KAPOTHAHY IHIEMIIO PEIIEP® Y310
Kagheopu pizioqnozii in. A J1 Kipuwenbaama
Buguii depacasrnuii HaeuaabHuli 3axaac Yrpainu
« BYKORUAChK UL DCPHCAGHUT MEOUUHUT YHIREPCUMERD)

Meta po0oTH — BCTAHORHTH BIKOBI OCOONHBOCTI peakilii TMOKa3HUKIR MpoTeo- Ta
(HIOPUHOMITUYHOT aKTHUBHOCTI HOBOI KOpPH Ta TIMNOKAMIIa HAa HEMOBHY IJOOANBHY IIIeMIO-
penepdy3iio roNoBHOIO MO3KY.

PoGoTa BHKOHAHA HA JOPOCTHX Ta CTAPHX caMIX OLIHX 1abopaToOpHUX LIYPiB. Y YACTHHU
TBAPUH KOXKHOI BIKOBOI TPYTH MOJENIOBATH HETIOBHY TIOOANBHY I1IEMI0 MO3KY 20-XBUIHHHHM
JBOOIYHHAM KJIINCYBAHHAM 3araJbHUX COHHHX apTepii Ta OJHOTOMMHHY penepdysito. Vel
BTPYYAHHA Td €BTAHA3KO 3A1HCHIOBANM NiA KAIIMCOMOBMM Hapko3oM (70 mr/kr macu Tina). Y
roMoreHarax kopu nobosoi (KJIY) ta motunuunoi yactok {KIIY), moniB rimokamma CAl, CAZ2,
CA3 mypi 000X BIKOBHX IPYD KOHTPOIBHUX Ta MOCHITHHX cepiil MicNg 3aBepiieHHs uvacy
CMIOCTEPLIKEeHH BU3HAYATH MOKAa3HUKH TKAHUHHOI MPoTeo- (JII3HC HH3BKO-, BHCOKOMOJEKY APHIX
OLIKIB 1 KomareHy) Ta (MOPHHOTITHYHOI AKTHBHOCTI {CyMapHuii, {¢epMeHTaTHBHMA 1
HeepMeHTaTHRHUH (IGPUHONIZ) 13 BUKOPHUCTAHHAM peakTHBIB Simko Ltd. Ykpaina. CraTHeTHIHY
0OpoOKY MPOBOIUITH 3a t-KpuTepieM CTHEOASHTA.

[Ticas apoGiunol kapotuanol imemii-penepdysii 8 KJIY ta KITH o' atumicsaix iy pis 3pic
TM2HC BHCOKOMONEKYAPHUX Ginkie Ta konareny. lmemig-penepdyzia Mozxy B KJTH cTapux niypie
NpU3BCIa A0 3POCTAHHA Ni3HCY a30aMbOYMIHY Ta 3HHAKCHHA nizucy aszokony. Y KIMY nizuc Huzeko-
Ta BHCOKOMOJCKYJIAPHUX OINKIB 3MEHIIHBCA, a JII3HC KoJdareHy — 3pic. Y Ioji rimokamma CAl
JOPOCIHX 1IYPIB leMia-penepdy3ia SHU3UIA N130C HU3bKOMOICKYSPHUX OinkiB, y nonax CA2 1
CA3 — mocunuiaa HizMC KONMAreHy Ta BUCOKOMONEKYApHHX Oinkie. Ilicng imemii-penepdysii B
noasx rinokamna CAl ta CA2 cTapux LIypiB 3MCHIIMEBCA Ti3HC HM3BKOMONCKYNIAPHUX OINKiB i
KoJareHy, B nom CA3 — nuile KollareHy.

Ananiz $i0puHoniTHYHOT akTUBHOCTI nokaszas, wo B KJIY ta KITY i moni rinokamna CA3
JOPOCITHX HIYPIB iMmeMis-penepdy3is MO3KY MIABUIIYE aKTHBHICTD YCiX CKIaaoBux GiOpuHOMilY. ¥
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