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iment L. 5. F'opbauescvrozo MO3 Ykpainu

CUHIPOM B3AEMHOTI'O OBTSIDKEHHA ITPHY XBOPOBI JKUJIBBEPA

MeTa gocnigKeHHsA — 3arocTpUTy yBary Ha KOMMNJEKCHOMY OGCTEXEeHHI AiTeli 3 xBopoboto XXunbbepa. Lia «aobposikicHa»
XPOHiYHa Heayra NOEAHYETHLCS 3 H3KO0 PO3MajiB PO3BUTKY AiTei — CUHAPOM B3aEMHOI0 06TSXXEHHS, L0 HEO6XiAHO BpaxoByBaTm
npwv NaaHyBaHHI NPOQINaKTUYHMX Ta NiKyBaslbHUX 3aX0M4iB.

Martepianu Ta meToam. [locnifkeHo fBa ciMeliHi Bunagkv xsopobu XXunbbepa. Bueyasu cimeliHnii aHaMHes LSXOM criBbe-
cign 3 giTbMu, 6atbkamMu, aHaniyBaan BUNMCKM aMOynaTopHUX Ta CTauioOHapHMX AOKYMEHTIB, pe3ybTaTu KNiHIYHUX 06CTEXEHD,
JaHunx BioXiMiuHMX NabopaTopHNX, PEHTTEHOMOTNYHMX, YNbTpacoHorpadiyHnX, MeavKo-reHeTUYHKX pesynbratie. Ocobamsy yBary
HajasasM ckapram, NorpiLHOCTAM AIETU, PYX/IMBOTO CMOCOBY XUTTS.

Pesynbtati gocnigpkeHHs Ta iX 06roBopeHHs. OnucaHo ciMeiiHi BUnagky i3 npakTviku Xxsopobu XKunnbbepa. Mo10BHO 03HAKO0
XBOp0o6M XXunbbepa € OBTU3HA LUKIPW, AOMOHb, CTOM, HOCO-TYOHOrO TPUKYTHUKA, NaxoBUX AINAHOK, IKTEPUYHICTL CKIep, Ska Mana
nepemiHHUIA XxapakTep. XBOpoby AiarHocTyBav B X/10M4mkiB (Bik 13—14 pokiB) BUNaAKOBO 3 NPUBOAY IHLUMX 06CTEXEHb — XPOHIYHOMO
racTpuTy, ANCAYHKLT YXOBYHOrO Mixypa, NigLayHKOBOI 3a/1031, FO/TOBHOTO MO3KY. TOYHWUIA AiarHo3 6yB BCTAHOB/IEHUI MIC/1 MONEKYNAp-
HOro 06CTEXEHHS — (FOMO3WTOTHE HOCINCTBO) T1, Al. Mpu 3arocTpeHHi X>K cnoctepiranvcs HyaoTa, 6/110BaHHS, nevis, MeTeopusmM, Ginb y
npasomy nigpebdep’i, 3arasibHe He3ay>KaHHs, FofI0BHNI 6ilb, NiABMLLEHE NOTOBMAINEHHS, CEPLEOUTTS, pO3M1aam CHY, acTeHOAENPECUBHWIA
CUHAPOM, M'I30BUWiA 6iflb, 6E3NPUUMHHWIA CTpax, Hanaau naHikvi. FoONOBHUMY NPUYMHAMKM 3aroCTPeHHs XBopobn XXunbbepa 6ynu no-
PYLUEHHSA AJETH, (DI3NYHI HABaHTaXKEHHS Ha Ti CTAaTeBOro A03piBaHHsA. B 060X KiHIYHMX BUNaakax xsopoba XXunbbepa noeaHysasacs
3 HW3KOK NPUPOMKEHUX 3aXBOPIOBaHb SIMLIEBOrO Yepena, rpyAHol KNiTk1, CTOM, XpebeTHOro CToBNa, rinepenacTuyHIiCTIO 3B'S3K0BOTO
anapary ckesieta, peTMHOMNAaTIE o4eid, BUCOKOPOCICTO (dpeHOTMN XBOpo6y MapdaHa), MHOXUHHMMI HEBYCaMW LLKIPHMX MOKPOBIB.

BuCcHOBKW. MeHETUYHWI fedeKT JOBrOro naeyva 37 CMyXKkun 2 XxpoMOCOMMU, LLO Bignosigae 3a 06miH 6inipy6iHy, 04eBUAHO, ONo-
cepefkoBaHO abo HanpsMy HeraTvBHO BM/MBAE Ha MOPpOreHes yCboro OpraHiamy AUTUHY | NPOSABAAETLCA PISHUMU KNIHIYHUMUN
3aXBOPIOBAHHAMY — CUHAPOM B32EMHOI0 06TSHKEHHSA. Haa/MLIKOBUIA HENPAMUWIA, TOKCUYHWIA 6iNipy6iH, BHACNIAOK NpuTaMaHHoT
MOMYy XXMPOPO3YMHHOCTI NOTPANSE A0 LEHTPaNIbHOT HEPBOBOT CUCTEMM, NIALLTYHKOBOI 381031, KICTKOBOTO MO3KY, Aie CPUYNHSAE
oyHKLOHa/TbHI po3naau 3 BiAMNOBIAHUMY KNIHIYHUMU NPOABaMU.

KntouoBi cnoBa: xBopoba YXubbepa; n/10CKoCToNICTb; AedopMauisi TpyAHOI KITKN; B3aEMHE 0OTSHXKEHHS.

M. D. Protsailo, O. M. Protsailo

I. Horbachevsky Ternopil National Medical University

MUTUAL BURDEN SYNDROME IN GILBER'S DISEASE

The aim of the study — to sharpen attention to the comprehensive examination of children with Gilbert's disease. This “benign”
chronic illness is combined with a number of developmental disorders in children — the syndrome of mutual burden, which must
be taken into account when planning preventive and therapeutic measures.

Materials and Methods. Two family cases of Gilbert's disease were studied. Family anamnesis was studied through interviews
with children and parents, extracts from outpatient and inpatient documents, clinical examination results, biochemical laboratory
data, radiological, ultrasonographic, medicogenetic results were analyzed. Special attention was paid to complaints, mistakes in
diet, physical lifestyle.

Results and Discussion. Family cases from the practice of Gilbert's disease (HJ) are described. The main sign of HD is yellowing of
the skin, palms, feet, nasolabial triangle, groin, icteric sclera, which was variable. The disease was diagnosed in boys (aged 13—14 years) by
accident in connection with other examinations — chronic gastritis, dysfunction of the gallbladder, pancreas, brain. The exact diagnosis was
established after molecular examination — (homozygous carrier ) T1, AL. With exacerbation of HD, nausea, vomiting, heartburn, flatulence,
pain in the right hypochondrium, general malaise, headache, increased sweating, palpitations, sleep disorders, asthenodepressive syndro
me, muscle pain, unreasonable fears, panic attacks. The main causes of exacerbation of HD were dietary disorders, physical activity on the
background of puberty. In both cases, the clinical HZH combined with a number of congenital diseases of the facial skull, chest, feet, spine,
hiperelastychnistyu ligaments skeleton, retinopathy eye vysokoroslistyu (phenotype disease Marfan ), multiple nevi skin.

Conclusions. The genetic defect of the long arm of the 37th strand of the 2nd chromosome, which is responsible for the
exchange of bilirubin, obviously indirectly or directly negatively affects the morphogenesis of the entire body of the child and
manifests itself in various clinical diseases — the syndrome of mutual burden. Excess indirect, toxic bilirubin, due to its inherent fat
solubility, enters the central nervous system, pancreas, and bone marrow, where it causes functional disorders with corresponding
clinical manifestations.

Key words: Gilbert 's disease; flat feet; chest deformity; mutual burden.

BCTYI. XBopo6a Xunbbepa (XXX) — Lie fobposikicHe xpo-  pebynne. Ha uectb XXnunbbepa fanv Hassy LbOMY CUHAPOMY.
HiYHe ypaXKeHHs neviHku Bneplie onvcanny 1900-1091 pp.  CuHOHIMK Ljei Heayru: CuHapom MnbbepTta, KOHCTUTYLiiHa
hpaHuy3bki nikapi-tepaneBTv Hikons XXunbbep TalMbep Jle-  ANCYHKLiA NEYiHKK, ciMeliHa HereMoNiTU4Ha XXOBTAHMLSA,
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rinep6inipy6iHemMisi 1, HeKOH'loroBaHa [06posikicHa 6inipy-
6iHemisl, xBopoba MelinenrpadTa [1-3].

XBopo6a nowmpeHa y eBponeiiyis (25 %), asiaTis (3 %)
i adppukaHuiB (36 %). CMHAPOM NPOSBASETLCA 3a3BUYail y
nigiTKOBOMY BiL,i YacTille Y toHakiB. XBopoba Ma€e npuxoBa-
HWIA Nepeoir, giarHocTyBaTu ii 4OCUTb CKNagHo. Heayra mae
aBTOCOMHO-PELECUBHWI (3piaKa aBTOCOMHO-A0MIHAHTHWI)
TN ycnagkyBaHHA. Y 94 % npu uii XBOpob6i Mae Micue
YLLKOMKEHHS rpynu hepMeHTiB, siki BignoBigalTb 3a 06MiH
6inipy6iHy. X)X 3ymoBneHa 3HWKEHHAM aKTUBHOCTI (Ha 70—
80 %) hepMeHTY NeYiHkn — ypuanHoHcdaT — rNKYypPOHO-
sunTpaHcdepasm — 1AL (YODIT). Lieit dhepmMeHT kogyeTbes
reHom UGT1AL po3TawioBaHoMy Ha 37 CMy3i OBroro nsieva
Apyroi xpomocomu (2937) [4, 5].

Mpwv po3nagi epuTpoLmTiB YTBOPHETLCS HEMPSAMMWIA Gini-
PY6iH, SKMI1 NOTIM HAAXOAUTL Y KPOB. Y renatoumtax Takui
6inipy6iH 3B’A3YETHLCS 3 [THOKYPOHOBOK KMC/IOTOK Nif A€t
YOOI T i cTae BOAOPO3UNHHMM — NPSMUIA 6inipy6iH. Ocobun
3 X)K 36epiratoTb NprMGAN3HO TPETUHY HOPMa/TbHOI Ki/TbKOCTI
LbOro pepMeHTY | 34aTHI KOH'OryBaTy AOCTATHIO KifTbKIiCTb Oi-
Nipy6iHy, 06 3ano6irT Po3BUTKY CUMMNTOMIB XBOPOGM [6—8].

PiBeHb 6inipy6iHy MOXe pi3K0 36iNbLUMTUCSA MiC/sI CTPECY,
(i3VYHNX HaBaHTaXKeHb, po3nagax LiETU, 3HEBOAHEHHS,
rof104yBaHHS, BXXMBAHHS a/IKOTOJTH, XXMPHOT X, iIHpeKLiiHnX
3axBOptoBaHHsX [6—10]. HagnvwkoBuii HenpsaMmuia 6inipy6iH,
SKUIA Ha BiAMIHY Big NpsiMOro 6inipy6iHy He 34aTHUI BUBO-
ONTUCS 3 Ceyeto, BHACNiAoK NpuTamMmaHHOT oMy TPOMHOCTI,
noTparnsisie 4o LeHTpasibHOI HEPBOBOT CUCTEMMU, Aie CNpuYun-
HSI€ (PYHKLIOHaTbHMI anuchanaHc CTPYKTYP ro/I0BHOIO MO3KY
— aCTeHOHEBPOTUYHUI cuHApom [4—10].

FAKLLO aKTUBHICTb LbOro (hepMeHTY 3HWKYETBCA MEHLLE
10 %, TO TsSHKKa HEKOoH'loroBaHa 6inipybiHeEMIs MOXxe npu-
3BECTU A0 CTaHy Nig Ha3BOK KEPHIKTEP CUHAPOM — YPaKEHHS
rO/IOBHOrO MO3KY, CMIPUYMHEHE HAKOMUYEHHSIM LbOro 6isli-
py6iHy B r0O/IOBHOMY MO3KY Ta iHLUMX HEPBOBUX CTPYKTypax.
[iTV 3 UMM CMHAPOMOM MOXYTb MOMEPTU B AUTUHCTBI ( TUN
1-CN1) [9, 10].

Mpu gpyromy Tvni (CN2) nepebir XBOpo6y MEHL TsK-
KniA. [iTv yacto MAsBi, 3 cNnabkum M's30BUM TOHYCOM, 3
€ni30TUYHUMUN MUMOBISIBHUMMU, 3BUBUCTUMM pyxamm (Xopeo-
atetosn). MaloTb NPo6AEMN 3 CAYXOM, iIHTENEKTYasIbHOK
HeAOoCTaTHICTIO. BiNblWIiCTb ypaxXeHux AiTeil AOXMBae A0
popocnoro Biky [4-10].

[0/10BHO0 03HaKOH XXK € KOBTU3HA LLIKIpW, AO/I0Hb, CTOM,
HOCO-TYGHOrO TPUKYTHMKA, NaxoBUX AINSHOK, iIKTEPUYHICTb
ckiep. Sk NpaBW/o, XOBTM3HA MA€E MEePEMIHHNIA XapakTep.
XapakTepHa Tpiaga CMMMTOMIB: XXOBTU3HA; KCaHTea3Mu Ha
noBikax; NepeMiHHWI XxapakTep XOoBTAHULI [4—10].

3a gaHMMK iHWKUX aBTOpIB, Tpiaga Mae Takuin BUMNA;
1. MepeMiHHWIA XapaKTep XXOBTSAHUL. 2. ACTEHOHEBPOTUYHWIA
cvHAgpom. 3. A6goMiHaNbHWIA Ginlb | AUCNENTUYHI po3naaun
[5-10].

HaliuacTiwe xBopoby aiarHocTytoTb Yy Biui 13—30 pokiB
BMMNAAKOBO 3 NPMBOAY iHWNX 06CTEXEHb. Mpn 3aroCTpeHHi
XK cumntomu 3anexartb Big dpopmu natonorii [5-10].

Mpw gucnenTnyHIA GOOPMi FOJTOBHUMM KPUTERISIMU € HYZ,0-
Ta, 611t0BaHHSA, Nevisi, METEOPK3M, Giflb y MpaBoMy Migpebep’.

AcTeHoBereTaTBHa hopma xapakTepusyeTbCcs po3s/a-
AamMy eMOLiNHOT cdhepu — 3arasibHe He3ayXXaHHs1, To/I0BHUIA
6inb, NigBuLLIEHE NOTOBUAINEHHS, CEPLEOUTTS, pO3/1aam CHY,
acTeHOAEeNPECUBHUI CUHAPOM, M'130BWIA GiNlb, 6E3NPUYNHHI
cTpaxu, Hanagwn naHiku [1-6].

YKoBTsAHMYHA chopma — AOMiHYBaHHS MOXOBTIHHSA LLIKIpK,
CKnep, C/iM30BuX 6e3 3abapBeHHs BuAineHb [1-9].

Mpu nateHTHoMy nepe6isi, CUMNTOMN 3aXBOPIOBAHHS
nposiBNsTLCSA ciabo [1-10].

Hatwwue kniHiyHe cnocTepexeHHs LikaBe, TOMy Lo npu XXK
MW CMOCTEepIrasin HA3KY NPUPOMKEHOT OPTONEANYHOT NaTo/Orii.

Mepwwmii KNiHIYHKWIA BUNAZOK. Xonewp, BikoM 15 pokiB
BiJ, 3MiLLIAHOTO LL/TH06Y. MaTu yKpaiHka, 6aTbko apab adoprkaH-
CbKOr0 NOXOMKEHHST. CKapXXMTbCs1 Ha FO/I0BHUI Biflb, M/ISIBICTb,
LUBMAKY BTOM/THOBaHICTb, PO31aaun CHy, APaTiBMBICTb, Oiflb y
YKVBOTI, iHKO/IN G/110BaHHSA, NOCTIAHUIA HEMPUEMHWIA NPUCMaK y
POTi, po3naay 30py. XN0M4nK acTeHivHOT TinobyaoBu. KiHLIBKM
Ta nasibLli BUOOBXEHI, CTOHLLIEHI, TOHYC MYCKy/1aTypy 3HWKEHWIA
(dpeHoTvn cuHgpomy MapdoaHa). LLkipa, cnmsosi, 6isikoBa 060-
JIOHK@ 04eli KOBTOTO KO/1bopy. Ha 60KOBMX MOBEPXHSIX CTEIOH,
Tyny6a MHOXMHHI LUKIPHI PO3TsHkkM 5X0,2 cM (LLKIpHI CTpui).
OrnsiHyTWin €HA0KPUHOIOTOM, AiarHOCTOBAHO rinoTasiamMiyHuiA
CYHAPOM Nyb6epTaTHOro nepioay, MapgaHonoAiGHWIA oeHoTHM.

Ckapru Ha yTpyAHeHe XyBaHHs1. [pu ornsiai poToBoi no-
POXHUHM Ma€ MicLe IMTMOOKNIA MPUKYC, BiACYTHICTb 3MUKAHHS
3y6iB BEPXHbOT Ta HKHBOI Lenen y OpoHTasTbHIN NOLLMHI
(BiactaHb 1 cm). AuTrHa nignsrae fiikyBaHHIO B OPTOAOHTA
3 NpuBOAY MGOKOro NPUKYCY.

3ip 3Ha4YHO 3HWKeHWIA. Micns ornsaay oKynicTa BUSB/IEHO
aHrionarito CiTKiBKM 060X o4eid. MOoCTiiHO HOCUTb OKYNSIPWI.

CTonM B NOMOXEHHI Basibryca, NO340BXHi CKAEMIHHA
060X CTON 3HAYHO 3HWKEHI. [PyAHNIA Kiho3 Ta NonepekoBuii
NopA03 cn/ioweHi. Bicb xpebTa rpyaHoro Bigginy sigxue-
Ha BniBo. pyaHa knitka gechopMoBaHa, npasa MofoBMHa
GinbluUe BUNUHAE, HXX NMiBa. Ha 60KOBUX MOBEPXHAX rPYAHOT
KNITKK nicnsonepavuiiii pyoui 4oBXuHoW 5 cMm. Pik Tomy
OMTUHa Byna npoornepoBaHa 3 MPUBOAY TSHKKOT NPUPOMKEHOT
ninkonopai6HoT aedopmauii rpyaHoT KniTkum 111 cT.

BioxiMiuHMIA aHani3 KPOBi — Ma€ MiCLe MiABULLIEHHST PiBHS
3arasibHoro 6inipy6iHy — 73,1 MKMO/b/n (Hopma He Ginblue
21,0 MKMO/Ib/T), NPSIMOTO 6inipy6iHy — 21,3 MKMOsb/N (HopMa
He Ginbe 4,3 MKMO/Ib/N), iHLWiI NOKa3HMKN B MeXax HOPMMU.

MeavkoreHeTMYHe 0OGCTEXEHHS — XBOpoba YXnnbbepa
(romo3uroTHe Hociicteo T1A1).

EKIN — cuHycHuii putm. YCC — 80 yagapiB 3a XBUIVHY.
MepeBaHTaXeHHS NPaBOro i NiBOro nepeacepas. HenoesHa
6nokaga npaBoi HXkM nydyka ica 6e3 03Hak nepeBaHTa-
YKEHHS MpaBoro wyHouka. ExoKC — nponanc miTpasbHOro
KnanaHa 4,2—4,5 mm 6e3 po3fiagiB reoguHamiku.

Y3[], opraHiB YepeBHOT MOPOXHMHN — MeYiHka 306i/blue-
Ha, NpaBa yactka — 145 MM (Hopma 125 MM). EXOreHHicTb
nigBuLLeHa ogHopigHa. IHWi opraHn YepeBHOT MOPOXHUHMN
B MeXax HOpMMU.

MosHuUl KniHiYHUU Odia2HO3. XBopoba XXnnbbepa (ro-
MO3UroTHe HocincTeo) T1ALl. CnagkoBa Ao6posiKicHa rinep-
6inipy6iHemis. PyHKLUIOHa/TbHI PO3/1aAM XXOBYHOTO Mixypa 3a
riNOTOHIYHMM TNoM. MNposianc MiTpasibHOro knanaHa l cT. 6e3
po3nagiB reognmHamikn. MpupomkeHa, TSXKa, NiikonogioHa
nedopmadist rpyaHoi knitku 11 cT. CTaH nicns onepaTtMBHOrO
nikyBaHHSA. KOBEHINbHUIA NiBOGIYHWIA rpyAHWIA CKONio3 | CT.
MnockoBasbrycHa gedopmadisi 060x cton. AHrionaris ciT-
KiBKM 000X o4eil. lMnoTanamiyHuii CMHAPOM My6epTaTHOro
nepiogy. MapcaHonogi6Huin oeHoTun. AHOManisi PO3BUTKY
NPVIKYCY — IMNOOKNIA NPUKYC.

OnTnHa oTpMMye KOMMAEKCHe NiKyBaHHA Kapaionora,
racTpoeHTeposiora, opToneaa, okysicra, CToMaronora, HeB-
ponaronora, ncuxorepanesTa.
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Apyeaull kniHiyHUl sunadok. Xnoneub L., Bik 17
pokiB, 3picT 193 cm, maca Tina 80 kr. Ckapru Ha 3arasibHy
cnabicTb, NepiognyYHnA GiNb B XXMBOTI, FONOBHWIA GiNb, NiT-
JNINBICTb, )XOBTU3HY LUKIpW, O4Yeli. XBOpi€ Bif HApPOMKEHHS.
3i cniB marepi, NoOYMHaKUM 3 2-X MICSYHOIO BiKy B AUTUHU
MOCTIliHO cnocTepirasmcsa NpobiemMn 3 rogyBaHHSAM, NOCTINHO
3puryBasia, MoraHo Habupana Bary, Ay>xe 4acTo XBopifa 3a-
CTYAHVMU 3aXBOPIOBAHHAMW. Y Ba POKM MaTu NOMITUNA He-
NPVEMHMIA 3anax 3 poTa AUTUHK, YacTi BiAPWKKN Deto, Binb
Y AiNSHUj nedviHkn. uTnHa npoxoanna nikyBaHHS 3 MPUBOAY
KMLLKOBOI Konikn, MeTeopusmy. Bnpogosx 2007 p. 4yoTupu
pas3u nepexsopiB Ha PBI, rocTpuii dpapuHriT. Yepes pik —
rocTpuin ABOGIYHNIA rainmopuT. Y 2013 p. — ABOGIYHWIT OTUT.
MocTiiHO NPOXoANTb JliKyBaHHSI B raCTPOEHTEPO/IOTiYHOMY
BiA4i/IEHHA 3 MPMBOAY XPOHIYHOTO racTpoAyOAEHITY B Nepiog,
3arocTpeHHs. HeogHopasoBo 34jiicHoBas1ocsi COHorpacpiuHe
0OCTEXEHHS OpraHiB YepeBHOT MOPOXHUHK, BiAMIYaI0CS
He3HayHe 36i/1bLUEeHHST NeYiHkK. MNpn po3nagax xapyyBaHHs
(BXMBaHHSI XXMPHOT, FOCTPOT Ki) B AUTUHM HACTYNann nepiogn
3aroCTpeHHs1 XBopobu. Pi3ko BTpavanacst maca Tina Ha dhoHi
M’S130BOI C1abKoCTi, anartii. MaTtu Bigmivana, Wo npu He3Hau-
HUX (PI3NYHMX HaBaHTaXEHHSIM Ha ypokax (Pi3Ky/nbTypu B
LLKOAi 3ara/ibHUIA CTaH AUTVHK Pi3KO NOripLlyBaBCsl, BUHMKAB
CUNbHIN Biflb y XXNBOTI, 3arasibHa c/1abiCTb, HyA0Ta, MOCUIIH0-
BaU1acsl )XOBTU3HA LUKipW, o4eit. [lekinbka pa3 y Takomy CTaHi
LUBMAKA [,ONOMOra A0oMNpaBsna X/10n4mKa B YPreHTHY KiHiKy.
Mpn 06CTEXEHHI FON0BHOIO MO3Ky (eniekTpoeHuedanorpa-
Ma) crnocTepirasmcs siBLa CyA0MHOI rOTOBHOCTI. MpuunHa
TakMx Pi3KMX 3MiH 3araJibHOro CTtaHy Oyna Heigoma. MNpu
nokasHuKax 3arasibHoro 6inipy6iHy KpOBi B mMexax 24—
27 MKMMOJ1b/AUTVHK NoYyBaiacs BiAHOCHO Ao6pe, Npu 1ioro
36iNblUeHHI NoHag 40 MKMMOMbL/A — Pi3KO nocusoBanacs
)KOBTM3HA, MASBICTb, Hy0Ta, METEOPU3M, Neyis, Aenpecis,
6iNb y AiNsHUI NeYiHKK, pi3ka BTpaTta macu Tina 0cobsmBo
Ha T/1i pecnipaTopHNX 3axXBOPOBaHb.

3 [ecsaTu pokiB 4acTo 3BepTaBCcs N0 MeLMYHY AONOMOry
B TpaBMaTONOrYHWIA NYHKT. He3HauHi (hi3nyHi HaBaHTa-
XXEHHSI CYNpPOBOKYBAINCHA POITATHEHHAMU CYXOXUbHO-
3B’A3KOBOro anapary cyrnob6is cron. Mpotarom 2019 p.
4YOTMpKU pa3un nepebyBaB Ha amby/naTOPHOMY NiKyBaHHI 3
NPUBOAY AaHUX MOLUKO[KEHb.

Mpn geTanbHIWOoMYy OOGCTEXEHHI AUTUHN HACTOPOXUB
(paKT HETMNOBOroO Mepebiry XPOHIYHOrO racTpPoAyOAeHITY,
NnpoBeAeHO MOSIEKYNSAPHO-TeHETUYHMI aHani3 OHK y Biyj 14
pokiB. JocnimpkeHHs 6a3yBa/IMcs Ha YNCTIEHHOMY aHaUTi3i NoB-
TopeHHs (TA) y npomoTtopi reHa UGT1AL BUKOPMCTOBYHOUN
METO[, CeKBEHYBaHHS, L0 XxapakTepHo A5 zespolo Gilberta.

Mopmi6Hi cumnToMK XBOpPOGM Mae cTapliumii 6pat (24
POKM) | 6aTbKO ANTUHN. YCi BUCOKI, 40 2 METPIB 3POCTY, XyAi.
B oCHOBHOMY 6aTbKO CMOXMBAE Kalli, iHLa hka NPOBOKYE
3aroCTpeHHs1 xBopobu. CTapLumnini 6pat 3aiiMaBcsl B CeKLii
3 raHg6o0y, nig Yac SAKMX BUHMKa/IX Pi3ki Hanaam xBopoou,
CWbHO BTpayaB macy Tifa, ToMy CnopT 3asmwmB. LKipHi
NMOKPUBM B 060X XKOBTI, L0 Ma€ TEHAEHLLI0 A0 3MiHWN iHTEH-
CMBHOCTI 3abapBneHHsl. bpar onepoBaHuii 3 NpuBoAdy BU-
paXXeHOro HenpaBUILHOTO NPUKYCY 3y6iB. XapakTepHo, Lo
nepepg onepaujieto BUABW/IN NiABULLEHY KDOBOTOUMBICTb, SIKY
cKopuryBasin nepepg, MmaHinynsuieto. Hocosi kpoBoTeui 6yn
[yXe 4acTM1 B AUTUHCTBI, /18 3YNNHKM KX iHKO KOpUC-
TyBasmcsa nocnyramu JIOP-cneuianictiB. PeTpocneKkTBHO
xBopoba XXunbbepa giarHocToBaHa y HUX K/iHIYHO, aHasli3
[OHK He BMKOHyBasiM Yepes BUCOKY BapTiCTb OOCTEXEHHS.

Matu BBaxkae cebe 300poBot0. Ha Tyny6i, wui, 06amyyi
MHOXWHHI HEBYCW Pi3HOT dhopMu Ta BennuMHK. LLKipHI no-
KPVBW 3BUYANHOTO KOMbOPY.

Mpw ornsai xnonunka BUSIB/IEHO BUNMHAHHS NepeaHboi
CTIHKW rPYAHOT KNiTKM Bnepeq, ACTeHIYHOI TinobyaoBu, AOBTi
nasbli Ha pykax. CnaoLweHHst rpyaHOro Kidoosy, BigXUIeHHi
BiCi XxpebTa B rpygHomy Biagini BnpaBo, B NMOMNEPeEKOBOMY
Bigainy BniBo. Aedopmauis chikcoBaHa. Ha Tyny6i, wwui,
KiHLiBKaX MHOXVHHI KOPUYHEBI HEBYCM PI3HOT BE/IMUMHA Ta
copmu. LLkipa, cnusosi pota — XoBTi. Ckiepn iCTepuyHi,
HEeBEe/Ki XXOBTYBATI G/ISILLKK, L0 NigHIMAOTLCA Hag, WKIPO
6iNsl BHYTPILLIHLOrO KaHTYCYy MOBIK — KCaHTesia3mu. TOHyC
MYCKYNaTypu 3HWKeHWIA. [inepMo0GiNbHICTb CyrnobiB KiHLi-
BOK. CTOMM B NOJSIOXKEHHI Basibryca, CU/IbHO crjoweHi. Ha
LUKIpi CAIMHM MHOXWHHI MONEpPEeYHi CTPIT (PO3TSHKKIM) POXKEBOTO
KO/IbOPY Ha BECb MOMepeyHK. Y MONepeKoBiii YaCTWHI MHO-
XXMHHI CTpii 6iN0ro KoNbopy Ha BeCb MOMNepeyvHuK. 3yOoHui
psaa wenen doikcoBaHUin Gpeiicamn (NiKyeTbCA 3 NpuBoAY
HenpaBW/IbHOTO NPUKyCy 3y6iB).

Ha peHTreHorpami xpeb6Ta B 2-X NPOEKLis BUSBIEHO
BiAXW/IEHHS BiCi XxpebTa B rpygHOMY BiaAini BNpaBo, Ben-
yMHa BUKPUB/EHHA 3a MeTogoM Kobba 8 rpagycis, B no-
nepekoBOMY BigAiNi BiCb CKpUB/IEHA B/1IBO, BE/IMUMHA KyTa
—9rpaaycis. IM'Tnit nonepekoBuii xpebeulp po3TalloBaHMiA
KOCO, POTOBaHWUi, ANCMIACTUYHUIA. BioxXiMiuHWA aHani3 KPOBI
— Ma€ Micue NigBULLIEHHS PIBHSA 3arasibHOro GinipybiHy —
39,4 MKMoOnb/n (Hopma He 6inblie 21,0 MKMonb/n), nps-
Moro 6inipy6iHy — 13,0 mMkMonb/n (Hopma He Ginblue 4,3
MKMOJ/Ib//1). [HLi MOKa3HMKN — B MeXax HOpMMU.

Aia2Ho3. [06posKiCHMI cnaaKoBWiA MiIrMEHTHWI renaTto3
— cnHapom XXnnbbepa. XPOoHiYHUI racTpuT 3i 36epexe-
HOK KMC/TOTOYTBOPHBA/IbHOK (DYHKLiE0 acouinioBaHwuii 3
helicobacter pylori. yogeHiT dhasa 3aroctpeHHs. AncdyHk-
uist cchinkTepa Opagai 3a GiniapHMM, NaHKpeaTUuyHUM TUMOM.
MapdpaHonogi6Huii dpeHoTUn. AHrionaTisi CITKIBKM O4Yeil.
MaHkpeaTnam. ACTEHOHEBPOTUYHUI CUHAPOM. [BOGiYHA
naockoBasibrycHa gedopmauisi cton. MNprpomkeHa aHoma-
Nisi PO3BUTKY TPYAHOT KMITKW. S — NOAIGHWIA gucnnacTUYHNiA
ckonio3 | cT. HenpaBwabHWIA NPUKYC (B MPOLECI TiKyBaHHS).
rinoTanamiyHnii cMHAPOM Ny6epTaTHOro nepiogy. MHOXMHHI
HEeBYCM FO/10BU, LUK, Tyny6a.

BinbLwicTb HaykoBLiB BBaxKae XXX /IE€rkKMM reHETUUYHUM
po31a40M nediHkn. XXK 3yMOB/ieHa 3HKEHHSIM aKTUBHOCTI
(Ha 70—-80 %) dpepMeHTY NeYiHkn — ypuarHdoHcdaT — rto-
KypoHo3unTpaHcgepasn — 1A1 (YAPI'T). Len cdepmeHT
koayeTbcs reHom UGT1ALl po3TtawioBaHoMy Ha 37 cMys3i
[0Broro nsaeyva gpyroi xpomocomu (2937) [11,12].

[pyra xpomocoma niogvHa gyxe LikaBa, BOHa yTBO-
punacs BHacnigok 3/mMTTa Te/Zlomep-TeNloMep i No3Havae
TOUKY, B SIKiii ABi XpOMOCOMM NpeakiB MaBn 3nuancs, woob
OaTn no4yartok Apyriini Xxpomocomi nognHu. Tomy y maBn €
24 napu XpoMocomMm, y ntoanHn — 23. Ha gosromy nsiedi uiel
XPOMOCOMM pO3TalloBaHi AyXe BaXMBI reHu, SKi Bigno-
BigatoTb 3a PICT Ta AndrepeHLitoBaHHS CMOMYYHOT TKAHUHW
(mopdhoreHeTnyHa perynsuis) [13-17].

3okpema, reH BMPR2 kogye cuHTe3 0co6/1MBOro 6isika,
KNI HA3UBAKOTb PELLENTOPOM KICTKOBOrO MOPCDOreHETUYHOTO
Ginka Tvny 2. OAVH peLenTop Lboro 6isika po3TalloBaHuii Ha
MeMOpaHi KNiTUHWY, iHWNIA — BCepeaviHi, 3aBAsik1 YoMy nepe-
[AK0TbCS CUrHaMN i3 30BHILUHBLOTO CepeaoBuLLa BCepeanHy
KNITUHW | PeryiorThb picT, hopmyBaHHs (nponichepad;to) ii,
ab0 NPUNMHAKTb LeR piCT — KOHTPOSIbOBaHa CMepThb (anon-
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T03). Lleii anHamiyHniA 6anaHc nponidepadii Ta anonTosy
PEry/toe KiNbKICTb KNITUH Y TKAHWUHI, MIATPUMYE HOPMaUsTbHWIA
CTPYKTYPHWIA PIiCT TKaHVH, opraHis [14—17].

lF'eHun, ki perynTb cuHTe3 konareHie COL3A1,
COL5A2, po3TalwloBaHi Ha KOPOTKOMY MnJiedi Apyroi Xpomo-
comu i 6epyTb 6e3nocepenHto y4acTb Y CUHTESI KoslareHoBUX
BOJTOKOH, HaMMOLWMPEHIWOT CNOTYYHOI TKAHUHM OpraHisamy
(25—45 % 6iNnKOBOI Macu opraHiamy /IANHN). |3 N'ATY reHiB
(COL1A1, COL2A1, COL5A2, TNXB), L0 NpUYETHI A0 PO3-
BUTKY cuHapomy Enepca — [laHnoca, gsa po3TalloBaHi Ha
ApYrin xpomocomi. MyTauisi LUMX reHiB MOXe CNpUYMHUTYA
Cepiio3Hi Baay CMHTE3Y KO/TareHOBUX BOJIOKOH, LLIO MA€ Pi3HO-
MaHITHI K/TiHIYHI MPOSIBU: KICTKOBO-M'A30Bi; LLKiPHI; CepLieBo-
CYAVIHHI; Ginblue 14 iHwwnx npossiB (Leniakis, CNoOHTaHHWIA
NMHEBMOTOpPAKC, ractpoesogarasibHuii pedtoke, HEPBOBI
po3nagn, yepenHo-xpebuesa HecTabinbHicTb) [14—17].

Ha poBromy nsiedi 2 XpoMOCOMW pPO3TallOBaHi reHi,
Lo BignosigatoTb 3a cnHTe3 CD8, NLRC4, ¢ibpoHEKTUHY
— PEerynoTb B3aEMO3B’'SI30K T-KITUH Ta KOMIMIEKCY TiCTO-
CYMICHOCTI, IMYHITET, aHrioreHes, 3anasieHHsi, MopgloreHes
KNiTUH [15-17].

OueBunAHO, iCHYe GaraTorpaHHWi B3aEMO3B'sI30K LIMX FEeHIB,
SIKi pOo3TalloBaHi Ha 4OBromy nsedi 2 XpoMoCOoMU, Lo NPOosiB-
NSAETLCA K/HIYHMMMN po3nagamMy 06MiHY He TisTbKu GinipyGiHy,
ase i uncenbHUMY Bagamm mopdioreHesy opraHismy [18—20].
deHOoTVN Taknx NPOsIBIB Pi3HOMAHITHUIA — KICTKOBO-M'S130BUIA
LLKIPHWIA, CepueBO-CYANHHWIA, Ha TNi po3/iagiB 06MiHy pevo-
BVH. M1 cniocTepirasiv Baam po3BUTKY rPYAHOI KNITKK, XpeoTa,
cTomn, 3yGHOro MPUKyCy, aHrionaTito CiTKIBK/A oueit, nponanc
MITPa/IbHOTO K/ianaHa, WKipn (MHOXWHHI HEBYCU, CTpUi),
rinepMo6INbHICTL Cyrno6iB, riNOTOHI0 MyCKy1aTypu.
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