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Pe3ztome. Cnaoxosi 3axeopiosanis — oona 3 Hallbinbwl CKAAOHUX npobiem cyuachoi nediampii. Ak ceiouums Ko-
micis excnepmie €C no opeannum 3axeopiosanusim (EUCERD, 2010 — 2013 pp.) ma Excnepmua epyna egponeiicbkoi
komicii no opgpannum zaxeopreannim (CEG-RD, 2013-2016 pp.), cb0200Hi y c8imi i0enmu@ixoeano npubiuzno 8
muc. opghanHux (pioKiCHUX) 3aX60PIOBAHD, 3 HUX NOHAO 5 muc., ye — cnadkosi memaboniuni xeopoou. ¥ 2002 p. Ha-
YIOHANBHUM HAYKOBO-00CAIOHUM THCmumymom ceromy atoounu (NHGRI) ma Ynpasninuam i3 0ocniodcenv pioKicHuUX
saxeopeanb (ORDR) cmeopeno Inpopmayitinuii yenmp eenemuynux ma piokicnux zaxeopioeanv (GARD), wo no-
CMILIHO OHOBNIOEMbCA MA HAOAE QOCMYN 2POMAICLKOCMI 00 NOMOUHOT, HAJIHOI ma ne2koi O cnputiHamms iHpop-
mayii npo eenemuuHi ma piOKicHi 3aX80PHOBAHHA T1H0OUHU.

Cunopom IIpomes — 3ax80p106aHHA, NPUYUHA AKO20 NOAAAE Y NeMAlbHIUl OOMIHAHMHIUL COMAMUYHIL Mymayii,
AKA GUHUKAE 6 nicaa3ueomuiu cmadii pozsumky emopiony. Cunopom Ilpomes xapaxmepusyemucs KOMAIEKCHUM, 6d-
piabenbHum ma npozpecyyum po3poCmanHAM PI3HUX MKAHUH OP2AHIZMY 3 NepesadCauHAM aACUMeMPUUHOT MAKPO-
0aKmunii, CnONYYHOMKAHUHHUMU MA enioepmMatbHUMy Hegycamu, 8POOAICCHUMU 8A0AMU PO3GUMKY KPOGOHOCHUX Md
aimpamuynux cyoun, einepocmoszom kicmok uepeny. Ilamonoeisa xapakmepu3zyemovcs He miioKu depopmayiamu miid,
ane i Hebe3neuHa po38UMKOM BANCKUX YCKIAOHEHb, WO NPU3BOOAMb 00 NeMAIbHUX HACAIOKI8 Y MOI00OMY 6iyi.

Mema kniniuHO20 cnocmepedxiCcents — npugepHymu ysazy (axieyie 00 3axe60pr08anHs, sike piOKo 3ycmpiuaemocs,
npeocmasumu Kiiniyni ocoonueocmi cunopomy Ilpomes.

Y emammi npedcmasneno kainiunutl eunadox cunopomy Ipomes y oieuunxu A., sixom 1 pix 5 micayis. 00 ekmusne
obcmedsscenns: 3picm 92 cm, 6aea 12 ke. I'onosa 30invuiena 6 po3mipi 3a paxyHok eenmpuxyiomezanii. By¢pmanvm npa-
6020 oxa. I'py6i pucu obauuus — cinepniasziss mMKaHux Hoca. Anomania 3y0ie ma emani. Y nonepexosiii 0iiaHyi ma Ha
HUCHIX KIHYi8KaAX - OU@Y3HULl He8YC CEIMIOKOPUUHEB020 KOAbOpY 3 2inepniazicio mkanun. [egopmayia npasoi ma
nigoi kucmeu: makpooaxmunis Il ma I1I nanreyis 3 cinepniasicro m’akux mxanur naivyie. JIiea HUNCHs KIHYIBKA Oilb-
wa 3a npagy ma pomoeanda Ha3oeHi.

Kniniunuii oiaenosz: Cunopom I[lpomesi. Bpoooicena enaykoma npasoeo oka, oneposana. Bpooacena kamapaxma ni-
6020 oKa. Azenesiss mozoaucmozo mina. Benmpukynomezanis. Ilonimikpoeipia. S-nodibnutl epydo-nonepekosuii ckoi-
03 III cm. Bpoooicena 6ada po3eumky Kucmetl, Makpooakxmuiis. Jucniazis Kyibuosux cyenodie. Bpoooicenuil niogusux
npaeozo cmezna. Myrvmukicmo3s nieoi nupku. I'inonnazia npagoi Hupku. 3ampumka nCUXoMoOmMopHo20 ma cmamoxine-
MUYHO20 PO3BUMKY. 3AMPUMKA IHMENEeKMYANIbHO20 PO3BUMKY, COYIANbHO Headanmogand. Bmopunnuil nieronegppum,
akmugHa cmaois, 6e3 nopyuwenns Qyuxyii nupok. [Jeobiuna eoeHuujeea no3anikapHAHa NHeeMOHIA, cocmpull nepeoie,
JIH 1. [lepiyumna anemisn I cmynens.

Bucnoexku. Cunopom Ilpomes — piokicHutl cuHOpom 3 YmpyOHeHOl0 2eHemuyHolo ioenmugikayicto. ¥ oanom Kii-
HIYHOMY 8UNAOKY Oiaeno3 cunopomy llpomes acmanosaenuii CUHOPOMONO0IUHO.

Knrwouoegi cnoea: cunopom Ilpomes,; dumuna paninso2o 6iKy;, MyIbmMuKicmos HUpKu; 2inOnIasis HUPKU; HeGycC.

Betyn

CrmagkoBi 3aXBOPIOBaHHS — OJHA 3 HaWOLIBII
CKJIaAHUX TMpobieM cydacHOi meniarpii. Ik cBiTUnUTH
€BpomeichbKU KOMITET EKCHEepTiB i3 pigKiICHUX 3a-
xBoptoBanb (EUCERD), choromni y cBiTi iJleHTH-
¢dikoBaHo npubauzHo § THC. opdhaHHUX (PIAKICHUX)
3aXBOPIOBAaHb, 3 HUX MOHAA 5 THC. CTAHOBISTH CIIaJ-
koBi MeTabomiuni xBopobu. Y 2002 p. HanionansHuM
HAyKOBO-AOCHIIAHUM IHCTHUTYTOM TE€HOMY JIOAWHH
(NHGRI) Ta VYmpaBmiHHSAM i3 AOCHIIXEHb piaKic-
Hux 3axBopioBaHb (ORDR) crtBopeno Iudopmariii-
HUW LEHTP TCHETHYHHX 1 PIAKICHMX 3aXBOPIOBaHb
(GARD), mo nocTiiHO OHOBIIOETHCS Ta HAJAE J0-
CTYI I'POMAJICBKOCTI 0 ITOTOYHOT, HaAiiHOT Ta JeTKol

I COPUWHATTA iH(GOpMaIii Tpo TeHEeTHYHI Ta pia-
KicHI 3aXBOPIOBaHHS MoAWHU. Ha ChOTOAHIMIHIN TeHb
HEeMa€ €IMHOT TOYKU 30py Ha IMATOTeHE3 pPi3HOMAaHIT-
HUX «aHOMaJii», siki BHHUKAIOTh MPU 3MiHAX TCHE-
THYHOTO amapary, iX IOLMIHMPEHICTh, Kiacupikariro,
IHPOPMATHBHICTh OKPEMHX J1aTHOCTHIHUX METOJIB.

Bpomxkeni Baau po3BUTKY CTaHOBIATH OJHY 3 Hali-
O1mBII TOCTPUX MEIUKO-COLiaTbHUX MpobiieM cydac-
HOT MEAMIIMHY Ta 3aiiMaroTh IPOBiAHE MICIIE Yy CTPYK-
Typi MalIlOKOBOT CMEPTHOCTI Ta AUTAYOT IHBaIITHOCTI.
Cnig BiA3HAYUTH 3Ha4YHI MOPAIBHO-TICHXOJOTIUHI
Ta C€KOHOMIYHI 30UTKHU JJIsI POAWHHU Ta CYCIIIIBCTBA,
OCKIJIBKHM B O1JBIIOCTI BUITAAKIB TakKl AITH € 1HBaJiIa-
MH 3 TUTHHCTBA. Hepigko MHOKHMHHI BaJu PO3BHUTKY
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CHPUYMHEHI XPOMOCOMHUMH MYTallisIMH, IPUIOMY B
75% Bumaakis me myraiii de novo [1].

Cepen TeHeTHYHOI MaTooOTii icHye 0e3mid 3axBO-
pIOBaHb, SIKi MPU3BOJATH 70 Aedopmarii Tina i opra-
HiB. OaHi€r0 i3 TaKMX Marojorii € cuaapom Ilpores.
Cunnpom Ilpores XxapakTepHu3yeTbCs KOMIIJIEKCHHUM,
BapiaOeJIbHNM Ta MPOrPECYIOUYNM PO3POCTAHHAM Pi3-
HUX TKaHUH OPTaHI3MYy 3 IEePEeBaKaHHSIM acUMETPHU-
HOT MAaKpOJAKTHUTi{, CIONYYHOTKAHHHHUMH Ta eTigep-
MaJbHUMHU HEBYCAMHU, BPOJIKEHUMHU BaJlaMU PO3BHUTKY
KPOBOHOCHHUX Ta JIIM(pATUYHUX CYJIUH, T'iEPOCTO30M
kicTok uepemny. [larosoris HeOe3neyHa He TIIBKHU Jie-
¢dopmanisiMn Tina, ame 1 BaXKUMH YCKIATHCHHSMH,
10 NPHU3BOIATH [0 JIETAIBHUX HACIIJIKIB Y MOJIOLOMY
Bimi. Tak, mpu cuaapomi IIpoTes icHye CXHUIBHICTD 70
PO3BUTKY MYyXJIHUH.

Jlanuii cMHIpPOM 3ycTpidaeThcsi BKpad piako.
Onucano Oxu3pko 200 BUNAAKiB 3aXBOPIOBAaHHS B
cBiTi. Jlane 3axBoproBaHHs Oyso omucaHo me B 19-
My CTOJNITTi, KONHM BYEHI 3amikaBmimcs J[o3zedom
MeppukoM, [0 BUCTyHaB y IHUPKYy BUPOAKIB. BiH
CTaB BIIOMHUMYCHOMY CBITY SIK «JIIOAMHA-CcIOH». Tomi
i 3'sBUJACS Ha3Ba MaHOTO CHHAPOMY, - il 3B's3anu 3
iMeHeM Mi(iuHOi icTOTH — MOpchKoTO OoXxecTBa [Ipo-
tes, (rpen. Proteus — «mosnimMopHUIY»), IKUH BOTOIB
VHIKaJIbHOIO 3JaTHICTIO paIWKalbHO3MIHIOBATH CBil
30BHIIIHIN BUTIISA Ta MPUAMATH 30BHINTHICTh Pi3HUX
ICTOT 3 METOI YCIIIIHOI'O 3aXOIMJIEHHS 3100u4i[2].
Kurrst [lxo3eda ckmamanacs HEBHalo, 1 OCTaHHI
POKM BiH NMPOBIB IiJl HATJISAOM aHMIIMCBKOTO Xipypra
Openepika Tpussa. Lleit mikap 3amikaBHUBCS HE3BU-
YalHUM 3aXBOPIOBAHHAM «ITIOIHHH-CIOHAY.

Onnak, me#l pigKiCHHH CHHApPOM (3 YacTOTOIO
MeHme | Bumaaky Ha | MaH HaceleHHs) OyB BIepiie
onucanuit M.M. Cohentra P.W. Haydeny 1979 p., ay
1983 p.H.R. Wiedemannra cuiBaBT. Hajaiu mid XBO-
po0i IIUPOKOTO PO3roNIOCY 3aBISIKH IMyOiKaIii cTaTTi
PO YOTHUPHOX XJIOMUHKIB, AKi HE OyNH poaudaMu, Ta
y sSkuX Oyna moeJHaHA Ta iACHTHYHA KIiHIYHA CHMII-
TOMaTHKa y BUIJISAI HapiiiajJbHOTO TIraHTU3MY PYK Ta
HIr, HEBYCiB, remirinepTpodii, NiJMKIPHUX MYXJHH,
Makponedainii, IHIMUX BajJ Yepemy, MNPUCKOPEHOTO
pocTy Ta BicuepanbHoi matoiorii [3, 4].

BBaxaerncs, mo cuaapom IIpoTes BUHUKAEB mic-
JA3UTOTHIN CTanxii po3BUTKY eMOpioHa BHACIIIOK Je-
TallbHOI JOMiHAHTHOT coMaTnyHol MyTanii renyAKT1
(164730), saxuit po3ramosanuit B 14q32.33 xpomoco-
Mi. Jlana MyTauist He IPU3BOAUTH /10 IEPEPUBAHHS Ba-
TiTHOCTI Ta 00YMOBIIIOE HasIBHICTh MO3aiIIM3MY, 3 YUM
OB’ S3YIOTh BHPaXEHY BapiaOeapHICTh KIIHITHUX
nposBiB cuagpomy Ilpores [5, 6]. bimox AKTI Biz-
MOBiJlae 32 MPUCKOPEHHS POCTY KIITHH OpraHizmy. Y
s3nopoBux e red AKT1 e neakTuBHUM. TSKKICTH
3aXBOPIOBAHHS 0€310CEPEHBO TOB'A3aHa 3 IEPI0OM,
KoJu BinOyiacs myTais. Yum panime 3a3HaB MONIKO-
mxeHHs 0imok AKT1, Tum OinbIn BHpa3HimIi KIiHIYHI
cumnromu. [Ipu mpoBeaeHHI MOJEKYJISIPHO-TEHETHY-
HUX JOCJIKEHb MOKa3aHo, mo 0ias 20% npobaHmiB
MalOTh MYTalil0 F€HY-CYNIPecopy MYXJHUHHOIO POCTY
PTEN, B pewri Bunajkis eriosoris curapomy Ilpo-
Tes 3aJMIIAEThCS HeBigomoro [7].

Jiarno3 cunapomy [Iporest moxxe OyTH BCTaHOBIIE-
HUW Ha MiJCTaBi KIIHIYHUX O3HAK Yy MAaIi€HTIB 3 Kia-
CUYHUM BapiaHTOM 1epediry 3axBoproBaHHs. B Takux
BHUIMAJKaX MOJEKYJISIPHO-TCHETUYHE  JOCIHIJIKEHHS
MOKe OyTH KOPHCHHUM IS MiJATBEPAKEHHS J1arHosy.
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OxHak, y pas3i KoJM KJIiHIYHI OpOSBU HEOJHO3HAYHI,
MPOBEACHHS MOJEKYJISIPHO-TEHETHYHOTO [OCHiKCH-
HS HEOOXi/JHE JIS BCTAHOBICHHS JiaTHO3Y.

HesBakaroun Ha Te, IO MyTallis reHa BigOyBa-
€ThCS BHYTPILIHLOYTPOOHO, HOBOHAPOKEHI [iTH
BUIJISAIAI0Th 3JOPOBUMH, O3HAKH CHHJIPOMY pPO3BH-
BAIOTHCS BIIPOJIOBXK MEPIIOTO POKY KHMTTS. 3a3BUUal
mepuri CUMIOTOMH 3'SBISIOTHCA y AiTed y Bimi 2-5
pokiB. OCHOBHOIO O3HAaKOI XBOPOOW € PO3POCTaHHS
OKpEeMHUX YaCTHH Tija 0 aTUIOBUX po3MipiB. B mpo-
[[eC BTATYETHCS IIKipa, KICTKU, M 31, KUPOBATKAHH-
Ha, JiM(paTu4Hi Ta KPOBOHOCHI cynuHu. ['inepmiasis
TKaHUH NMPU3BOJUTH J0 PI3HOMAaHITHHX YCKIJIa/JHEHbD,
cepen AKHX: TpoM003 TTHOOKHUX BEeH; eMOOMis Jere-
HEBUX apTepill; ypakeHHS Cyriao0iB Ta M’sA3iB KiHII-
BOK; IEPEJIOMHU; CYJOMHI Hamaju; 3HWXKCHHS 30pY;
HaOpsiku. Oxpim Toro, cunapom Ilpores moB’s3anuii
3 BUCOKMM PU3MKOM PO3BUTKY OHKOJOTIYHOI HATOJO-
rif — 3JI0KICHUX NMYyXJHWH pi3HOMaHITHOI JoKamizamii,
aJIcCHOMHU CIMHHHX 3aJi03, MeHiHTioMu Ta iH. [8]. Ce-
pen IHIMX MOXJIMBHUXO3HAK cHHApoMYy IIpores mo-
KYyTh OYTHIIKIpHI HOBOYTBOPCHHSI HEByCH (emizep-
MalibHi), aH10KePaTOMH, TEMAHT1OMH, JIMIOMH; 3MiHA
nirMeHTanii IKipy — HaJUIMIIKOBE a0 HeJO0CTaTHE
3a0apBICHHS; CHHAAKTHIISA Ta IHIOII aHOMaIii OyIZOBU
manpIliB pyk Ta Hir [9].

B 2004 p. D. Nguyen Ta cuiBaBT. po3poOunu mia-
PHOCTHYHI Kputepii cuuapomy Ilpores, Ha OCHOBI
SKUX € MOMJIMBICTh KJIIHIYHO BUCTAaBHUTH J[iarHO3 Ja-
HOTO0 3axBOproBaHHs [9].

I. O6oB’s13K0BI1 3aranbHi KpUTEpii

1. Mo3aigHuii po3moaiI ypaKeHb.

2. [Iporpecytounii mepeodir.

3. CnopaAn4HiCTh BHIIAKY.

II. Crneundiuni kpurepii: kpurepii A abo 2 kpure-
pii 3 rpynu B a6o 3 xpurepii 3

rpynu C

1. I'pyna A: cniolyyHOTKaHUHHUN HEBYC.

2. I'pyna B:

1) emigepmaTbHUN HEBYC;

2) nucnponopuiiina rineprpodis (1 ado Oinbire):

® KIHI[IBOK;

e yepena (TinepocTo3n);

® 30BHINTHHOTO CIIYXOBOTO MPOXOY (TIlIEpOCTO3H);

® xpeOmuiB (MeraJoCmoOHIAIOANCIIIARIA);

® BHYTpIIIHIX OprauiB (ceje3iHku Ta/abo TuMyca);

3) cnenudiyHi MyXJIUHU A0 KiHIS 2-TO ACCATUIIT-
Ts (abo oxHa):

e (iymaTepanbHa UCTAJEHOMA S€YHUKIB;

e MoHOMOp(HA aJleHOMa HaBKOJOBYIIHOI 3aJ103H.

3. I'pyma C:

1) nucperynsiis )XUpPOBOi TKaHUHH (B JEKIIBKOX
MicIsX a00 B OJTHOMY MicIi):

® JIiMOMHU;

® perioHajgbHA BiACYTHICTB XUPOBOi TKAHNWHH;

2) cynuHHI Manbpopmatii (ogHa abo Ginpiie):

® KaminsApHi, BEHO3HI Ta/ab0 JmiMQpaTHYHI Malb-
dbopmarii;

3) denorun obnuyUs:

e jorxixotedaris;

® BUTATHYTE O0IHMYYSs;

® JiHiZ OYHOI WIINIMHN Ma€ He3HAYHWH KOCHUU Ha-
XUJ BHA3 Ta/ab0 30BHIMIHIN KyT OKa JEI0 OMyIIeHHH;

® HI3BKE MepeHiccs;

® IMPOKI Hi3aApi a00 aHTeBEPCIsHI3APIB;

® BiJIKpUTHUI POT B CIOKOI.
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Cunzpowm Ilpores cnin audepeHniroBaTi 3 HO30I0-
TiSIMH, 10 CYTIPOBOKYIOTHCS TEMITIIEPTpodi€to, - BpO-
JUKCHHUM JIITIOMaTO30M, a TaKoXk 3 cuHIpoMaMuMaddy-
gi, Kninnens-Tpenone-Bebepara bannaitana-3oHaHa.

BpaxoBytoun Te, 110 3aXBOPIOBAHHS € CIAJKOBUM,
YCYHYTH HOTO NpUYUHY HeMOxJnBO. [Ipenaparu s
JTikyBaHHS cuHApoMYy IIpoTess He MalOTh 0coONHMBOI
BaXJIUBOCTI, TaK K BOHH HE 3[aTHI YCYHYTH BPOJIKE-
Hi gegekTH. €IUHUM CIOCOOOM MONETIIHTH JKUTTS
Nali€HTIB € XipypriuHe BTpydaHHs. BoHo moka3zaHo
NpH BaXKUX BUKPHUBICHHIX XpeOTa, CUIbHINA acuMe-
Tpil KIHIIBOK, MaTOJOTIYHOMY PO3POCTaHHI WIKipH.
XBopi 3 cungpomom [Iporess MOBWHHI JOBIYHO cITO-
cTepiratucs y Jikaps-opTonena, HeBpOHaTouora, Xi-
pypra, oKymicTa Ta OHKoJiora. MeIuKaMeHTO3Ha Te-
pamisi (CyAuMHHI 3acO0HM, CEYOTiHHI Ta 3HEOOJFO0Ui)
€ cuMnToMarnyHoto. Po3BuTOK miacTuuHOi Xipyprii
JI03BOJISIE YCYyBaTH JAe(PEKTH, THM CaAaMHUM MOKPaLIUTH
30BHINIHIN BUTISA XBOPHUX.

Takum ynHOM, cuHApoM [IpoTes eiHBaTiAM3YIOUUM
3aXBOPIOBAHHAM, SKE€ HEraTUBHO BIIMBA€E Ha TpHUBa-
JIICTh JKUTTS MAII€HTIB. 32 TaHUMH JOCIIIKEHb, XBOPI
noMuparTh y Bini Bix 3 1o 40 pokiB, OUIBLIICTH XBO-
pux nomupae B AMTHHCTBI. [IpuunHamMu eTaabHUX Ha-
CITIAKIB CTAIOTh 3JI0AKICHI HEOIIa3ii, TPOMOO3H CyIHH.
Kictu Ta emdizema nerens, myxmuan ta aberecu [JHC
i TpoMbGoeMOoist JereHeBoi apTepii cTaloTh OCHOBHU-
MU MPUYHHAMH CMEpPTi (3a manumu jitepatypu). IIpo-
(hiaKTUYHI 3aX0IM HE BIANMpallbOBaHi i3-3a CrIOpagny-
HOTO BPOJKEHOT'O XapaKTepy MaToJorii.

MeTa kniHiYHOro crnoctepexXeHHs — npusep-
HYyTH yBary (axiBHiB [0 3aXBOpPIOBaHHS, SKE DPiIKO
3yCTPIYa€ThCs, MPEACTABUTH KIIHIYHI OCOOIHBOCTI
cunapomy Ilpores.

KniHiyHe cnocTepexeHHs

VY cTaTTi MpeACTaBICHO KIiHIYHUHA BUMAJOK CHH-
npomy Ilpores y miBumaKH A., BikoMm 1pik 5 micsmis,
sika Oyna rocrmitanizoBaHa B 00JacHy AUTSYY KIiHI4-
Hy JikapHO M.BiHHMIS.

AnamHecTH4HI pnaHi. J[iBUMHKA HApOJIUIACh BiJ
II BariTHOCTI II monorie (Bix I BariTHOCTI — 370pOBa
niBumHKa 7 pokiB). OcTaHHS BariTHICTH mepebirana
Ha (oHI 3arpo3m MepepuBaHHS, TOKCHKO3y MHEpHIoi
Ta Apyroi moloBuHH, MaimoBonas, Ta ['P3 Ha 33 Tux.
Marepi 32 poxu, 6aTbkoBi 38 pokiB; 0aTbKH 310pOBi;
ocsiTa OarbkiB cepenns. llIkinnuBi 3BHYKH OaTbKH
3armepedyroTh. Ha o0mix 3 mpuBOJy MaHOi BariTHOC-
Ti )XiHKa BcTama cBoedacHo. [lig 4ac mpeHaTaibHOTO
V3] nnoxy Oyno HiarHOCTOBAHO areHE3il0 MO3O0JHC-
TOTO TiJIa, BEHTpUKYyJIoMeraiito. [lojoru TepMiHOBI B
TepMiH recranii 39 Tk, npupoaHiM nuisxom. Jutu-
Ha Hapojauiacs 3 Maco Tina 2930 r, JOBXUHOIO Tisa
53 cm. Ominka 3a mkanow Amnrap ckiana 4 6amu. Ha
nepury no0y XUTTS OUTHHA Oyina mepeBeleHa y Bif-
ninenHs AIT moBonapomkenux BOJKJI 3 mpuuwmn
JUXaNbHUX PO3JIaJAiB Ta MHOXKUHHUX YPODKCHHUX BaJ
PO3BHUTKY TOJIOBHOI'O MO3KY, IIKIpH Ta CyIWH), MiJO0-
3pH Ha aJipeHoreHiTanbHuil cunapom. Ha 6 100y xut-
TS HEMOBIIA Oyll0 TepeBeeHE Y BiiICHHS MaTOIOTii
HOBOHApPOMKEHUX, /¢ NepedyBajao Ha CcTalioHApHO-
My JiKyBaHHI BOpogoBx 14 muiB. /luTuHa BHUIHCaHA
3 KJIIHIYHUM AiarHO30M: MHOXWHHI BPOJKCHI BaJau
po3sutky: BBP IIHC, arenesis Mo3zoxucToro Tina,
BpOJUKEeHa rigpouedanis, aedopmanis OIYHUX IITY-

HOYKiB, remMoparidyHe NpPOCSIKHEHHsS Oa3aJibHUX TaH-
IIiiB; BPOJ)KEHA KaTapakTa JiBOro OKa; (pakoMaros;
BPOJKCHUH TiBOOIUHHUHN IPyHAO-TIOTIEPEKOBHUH CKOJ103;
MOJIITIpisi; HETOBHE MOJBOEHHS 000X HUPOK.

JluThHa 3HaX0AMJIACh HAa TPYJHOMY BUTOJ0BYBaHHI
110 3 MicsLiB, He 1eNIeHa. AJeprojioriyHuil aHamHe3
He o0TsokeHmil. [‘eHeanoriyHui anamHe3: y 6a0yci mo
MaTEepHUHCHKIN JiHI] OHKOMATONOTis (paK S€YHUKIB).

VY Bimi 2,5 mic auTuHa Oyma mpoomepoBaHa y Ji-
kapHi OXMAJIUT m. Kui3 npuBoay riaykomu mpa-
BOT0O OKa.BmpomoBxk ychoro nepiony crocTepeKeHHs
Biji3Hayanacs 3aTpUMKa NCHXOMOTOPHOTO PO3BUTKY.
V Bini | poky piBumHKa Bakuaa 12 kr mpu 3pocti 92
CM, CaMOCTIMHO He cuaina,He xoauia. KiaiHidHo cro-
CTepirajxochk po3pocTaHHS MKipH Ta KICTKOBOI TKaHU-
HU 1y Bini 1 pik 4 micsui autuHa Oylia KOHCYJIBTO-
Banarenetukom Jikapui OXMAJUT wm. Kuis, skwuii
BcTaBuB niarao3: Cungpowm IIpores.

Kuniniuni npostBu. Ha wac rocmitanizamii y Bimi 1
piK 5 MicSIiB CTaH QUTHHHU OyB PO3IIHCHUH K BaXK-
K. [I[uTuHa rocmiTanizoBaHa y BiliICHHS AT TiTEH
PaHHBOTO BiKy 3 (heOpHIbHOIO TeMIepaTyporo (ia-
BUIIEHHs1 Temneparypu Tina o 38,8 0 C), xamuieM.
BigmiuaBcs BUpaKCHHUH 1HTOKCHKAIIHHHUA CUHIPOM,
BiZIMOBa BiJ 1K1 Ta MUTTS, CIA0KICTh Ta COHIIMBICTD.

O0’extuBHE 0OCTeX)eHHS: 3picT 92 cm, Bara 12 k.
TomoBa 306inmbpIIeHa B po3Mipi 32 PaXyHOK BEHTPUKYIOMe-
rayii. Bydransm npasoro oka. ['py6i pucu oOnuyus — ri-
nepruasisi TkauuH Hoca (puc.l). AHomadiis 3y0iB Ta
eMaii. B momepekoBiil AUISHII Ta HA HUXKHIX KiHI[IB-
Kax AU(Y3HUI HEBYC CBITJIIO KOPUYHEBOTO KOJIBOPY 3
rineprurasietro TkaHuH (puc.2). Jedopmamnis npasoi Ta
niBoi kucteit: makpoxaktuaisg Il ta III manpmis ¢ ri-
nmepria3iero M’SIKMX TKaHWUH TmajibliB (puc.3, puc.4).
JliBa HWOKHS KiHI[IBKa Oiibla 3a MpaBy TapoTOBaHA
Ha30BHI (puc.5). JlinsgHka cepis Bi3yaJbHO HE 3Mi-
Hena. [Ipm ayckynpramii JereHb BHUCIYXOBYBaJHCh
BOJIOT1 ApiOHomyXmpueBi xpumnu 3 000x Ookis, Y]l
— 48-54/xB. XKusit cumerpuunuii. I'imeptpodis xii-
tTopa. ®Di3ioNoriyHi BiANpaBlIeHHs He MOpylieHi. 3a-
rajdpHHU# aHamizi kposi (Big 06.06.18p.):Hb- 80 r/m,
eputpouutu - 4,2 *1012 /n, neiikouutu - 15,6 *109
/n, IOE- 34 mm/ron, m.- 15%, c.- 56%, e.- 6%, 1.-
22%; 3aranpHuil aHami3 cedi (Bix 11.06.18 p.): 6imok
- 0,099%0, 1EHKOUUTH - TOKPHUBAIOTH yCE TOJIE 30PY;
OioxiMiuHI MOKa3HUKU (QYHKIT MeYiHKH Ta HUPOK B
Mexax Hopmu. Ha penrtrenorpacgii opraniB rpyaHoi
KJIITKHM: BOTHHUINA 1HQIIbTpaIii B JEreHeBil TKaHUHI.
ExoKr - 6e3 maromoriunux 3miH, Y3 OYIl — mHO-
JKWHHI KICTH TiBOT HUPKHU 5-8 MM, JIiBa HUpPKA 30171b-
meHa (108*42 mM.), mpaBa HuUpKa 3MeHmeHa (45%20
MM), UMC o000x HupOoK He aehopmoBani. Bix momat-
KOBHX IHCTPYMEHTAJbHHUX METOMIB OOCTCIKCHHS HHU-
pox (MikniHauucTorpadis, ekckperopHa yporpadis)
0aTbKH BIIMOBHIINCE.

Ha ¢oni mpoBemenoi Tepamii (aHTHOaKTEepialb-
Ha, Je31HTOKCHKAIliiiHa) CTAaH MIBYMHKH MOKPAIUB-
cga. IMosuTMBHA JMHAaMiKa BigMidamach 1 B KIHIY-
HUX TIOKa3HMKax KpoBi (HOpMaiizamisi JeHKOLMTIB,
HIOE,remorno6iny) ta ceui ( BiACYTHICTh mpoOTeiHY-
pii, me#ikonuTypii).

Kniniuauit giarao3: Cuaapom [Ipotes. Bpomxe-
Ha TIJayKoMa IpaBoro OKa, olepoBaHa. BpomxkeHa
KarapakTa JIiBOTO OKa. AreHe3isi MO30JMCTOrO Tila.
Bentpukynomeranis. Ilomimikporipis. S-noniOuwmii
rpyno-nonepekoBuii cxoxio3 III ct. Bpomxena Bana
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PO3BHTKY KHCTEH, MakpomakTuiis. Jucmuasis Kynb-
MOBHUX Cyr1o0iB. BpomxkeHuil migBHBHX TpaBoro
crerda. MynbTUKiCTO3 JiBOT HUpPKH. ['inomniasis mpa-
BOT HUPKU. BTOpUHHUI MienoHePPUT,aKTHBHA CTais,
0e3 mopymeHHs QyHKuii HUpok. J[BoOiuHAa BOTHH-
meBa mo3ajiKapHsHa ITHEBMOHis, TOCTpPUN mepeoir,
JH 1. lepiunTtHa anemis Il cTtymens. 3aTpumka mcu-
XOMOTOPHOTO Ta CTATOKIHETHYHOTOPO3BUTKY. 3aTpUM-
Ka 1HTEJIEeKTYallbHOTO PO3BUTKY,COLIIA/IbHO HeaJarToBaHa.

[Micnsicrabinizanii cTany IMTHHA BUITHCAHA J0AOMY
i HATJISA CIMEHHOTrO JIiKaps Ta MiJ CIOCTEPCIKCHHS
HEeBpoJIOTra, OpTole/a, OKynicra, ypojora, HedpoJora.

[IporHO3 MpM N1aHOMY CHHAPOMI HECTPHSITINBHH.
PisHOMaHITHI yCKIIaZHCHHS, TaKi SK aHOMAalii IICH-
TpajdbHOI HEpPBOBOI CHUCTEMH, BUPAXKEHUH Iporpe-
CyIOuHi cKOJi03, TpoM0OO3u, HeOe3meyHi BHYTPIlIHI
HOLIKOJKCHHS, MOXYTh BIIJTMBAaTH Ha TPUBAIIiCTh Ta
SKICTh JKUTTSI UTHHH 3 cuHApoMoM [Ipores. CmepTh
HacTae HAWOINBII YacTO BiJ 3JI0AKICHMX HOBOYTBO-
penb. CydacHi METOIH JIIKyBaHHS Ta JOTISAY MOXKYTh
JVIIEe NiATPUMYBATH KUTTS AUTHHU.

BucHoBKku

Cunnpowm Ilporest — pigKiCHUH CHHIPOM 3 YTPYA-
HEHOI TCHETHYHOK imeHTH(iKamien. BuacHe BcTa-
HOBJICHHS J[IaTHO3y Ta HPOTHO3YBAaHHS MOXIJIHMBHUX
yCKJIaJ[HEHb, a TaKoX iX npodinakTuka Ta JiKyBaH-
HS, 3HAYHO NPOJOBXKYIOTh 3arajbHy TPUBATICTh KUT-
T4 auTuHU. [lanienTtu 3 cunapomoM IIpores, ski He
noTpeOyIoTh XipypriyHOTO JiKyBaHHS, MOXYTb BECTH
AKTUBHHUH CITOCIO KUTTS.

KoHdnikT iHTepeciB: ABropu He 3asBisin
Oynb-KOro KOH(DIIKTY 1HTEpeCiB.

GC:SLA=9-9102

Puc.2.

Puc.4.
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KJIWHUYECKHI CJTYYAN ITPOTES Y PEBEHKA
PAHHEI'O BO3PACTA

H.U. Tokapuyk', T.B. Yexomyn', F0.B. Buxcza’,
JI.C. Cmapuneu’, T.B. Casuuyvka’, B.B. Jlazooa’

BuHHHIKHIT HAIMOHAJBLHBIN MeIMIUHCKA YHUBEPCH-
TeT umenn H.HU. [Tuporoa, MO3 Ykpauusr'
BunHunkas 00JiacTHasi 1eTCKasi KJIMHUYeCKAasi
6oasHNIA, M3 Ykpanusi *

(r. Bunnuua, Ykpaunna)

Pe3iome. Hacnencreennnie 3a6oneBanns — OJHA U
3Hauboee CI0KHBIX IPOOIEM COBPEMEHHON NeUaTpHUH.
Komuccus skcmeproB EC 1o pigkum 3a0o0neBaHHIM
(EUCERD, 2010-2013 rr.) u DkcneprHas rpynna Espo-
neickoil komuccuu no piakum 3abonesanusm (CEG-RD,
2013-2016 rr.)macuuteiBaeT okosno 8 Thic. OpdaHHBIX
Oone3Hel, n3 HUX Oojiee 5 THIC. — HACIEACTBEHHEBIE Me-
tabonuyeckue 6oxe3Hu. B 2002 r. HaunoHanbHbIM Hay-
YHO-HMCCIIEIOBATEIbCKUM MHCTUTYTOM I'eHOMa YeoBeKa
(NHGRI) u YnpapieHuem 1o ucciegoBaHul0 op(haHHbIX
6onesneit (ORDR) o6pazoBan MHpopManuoHHbIN LEHTD
reHeTu4eckux u oppanneix Oonesneir (GARD), koTopsrit
MOCTOSHKO OOHOBISIETCS M AaeT JOCTYI OONIECTBEHHOC-
TH K TeKylleid, Hale)KHOW HHPOPMAIUU MO IeHeTHIeC-
KM OOJIe3HSM YeJOBeKa.

Cunapom Ilpotess — 3aboneBaHue, NMpUUYNHA KOTPO-
ro JIEXHUT B JI€TAaJbHOW JOMHUHAHTHOM COMAaTHUYECKOH
MyTalli¥, KOTOpas BO3HUKAeT B MOCIE3UTOTHOH cTa-
nuu pasButus smoOpuona. Cunapom Ilpores xapakre-
pu3yercsi KOMIUIEKCHBIM, BapHaOelbHbIM U MPOTPECCH-
pylomu Mpa3pacTaHHeM pa3HBIX TKaHel opraHum3Ma c
NpEeBATMPOBAHUEM ACCHMMETPUYHOW MaKpPOAAKTHIINH,
COCIMHUTEIbHOTKAHHBIME, OSMUACPMAIbHBIMU HEBycCa-
MU, BPOXJIEHHBIMH TOPOKAMHU Pa3BUTHUS KPOBEHOCHBIX
1 TuM(}aTHIeCKUX COCYAOB, THIIEPOCTO30M KOCTEH de-
pena. ITaTonorus xapakrepu3yeTcs He TOJIbKO nedopma-
[MisIMH TeJa, HO U ONAacHa Pa3BUTHUEM TSIKEIBIX OCI0XK-
HEHHUH, KOTOpBIE HPHUBOIAT K JIETAIBHOMY HCXOAY B
MOJIOJIOM BO3pacTe.

Heap kIMHMYECKOro HAOMIOOeHUs] — OOPaTUTh BHUMA-
HHUE Bpadeill Ha 3a0oieBaHHE, KOTOPOE PEAKO BCTPEUAETCS,
MPEe/ICTaBUTh KIMHUYECKHE 0COOCHHOCTH cuHapoma [IpoTes.

B cratbe mpexacTaBieH KIMHUYECKUW Cilydaill CHH-
npoma IIpores y meBouku A., Bo3pactoMm | rom 5 me-
csmeB. O0bekTUBHOE 00CIe0BaHUe: IMHA Tena 92 cwm,
Mmacca tena 12 kr. ['ooBa yBenuueHa B pa3Mepax 3a cuer
BeHTpUKYyJoMerainuu. bygranem npasoro riasza. [pyosie

CLINICAL CASE OF PROTEUS SYNDROME
IN INFANT

N.I. Tokarchuk', T.V. Chekotun’, Y.V. Vyzhga',
L.S. Starynets?, T.V. Savitska?, V.V. Lagoda’

Vinnytsya national medical university N.I. Pirogov,
MPH of Ukraine!
Vinnytsya regional children’s hospital, MPH
of Ukraine?
(Vinnytsya, Ukraine)

Summary. Congenital diseases - one of the most
complicated problem in modern pediatric. According to
the European Commission Expert Group on Rare Diseases
(EUCERD) data, in a world there are more than § thousands
of rare diseases and more than 5 thousands — congenital
metabolic diseases. In 2002 by National Human Genome
Research Institute (NHGRI) and National organization for
Rare Diseases (NORD) created Genetic and Rare Diseases
Information Center (GARD), that regularly updates and
provide public and evidence-based information concerning
genetic and rare diseases of humans.

Proteus syndrome — disease, reason of it is lethal dominant
somatic mutation that occurs in afterzygote period of the
embryonic development. Proteus syndrome characterized by
complex variable and progressive excrescence of different
tissues with predominance of asymmetric macrodactylia,
connective tissue and epidermal nevus, congenital defects
of blod and lymph vessels development, cranial bones
hyperostosis. Pathology followed by severe body deformation
that lead to the lethal complications in young age.

The aim of the clinical study — is to pay attention of
the medical professionals at the disease that rare met and
present clinical features of the Proteus syndrome.

In the article we presented clinical case of Proteus
syndrome in a girl of 1 year 5 months of age. Objective
examination: height 92 cm, weight — 12 kg. The head is
enlarged due to ventriculomegaly. Burophthalm of the
right eye. Rough facial features — hyperplasia of the nose
tissues. Abnormality of the teeth and enamel. In a lumbar
region and lower extremities diffused nevus in a light
brown color with a hyperplasia of tissues. Deformation
of the right and left hands: macrodactyliya of the II and
IIT fingers with hyperplasia of the soft tissues. Left leg is
larger than right and turned out. Clinical diagnose: multiple
congenital growth defects - Proteus syndrome (sporadic
inheritance). Congenital corrected glaucoma of the right
eye. Congenital cataract of the left eye.Agenesia of the
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YepThl JULAa — TUIEPIIIa3usl TKaHed Hoca. AHOMAuUs 3y-
060B 1 dManu. B monepeyHoil 0071aCTH U HUIKHUX KOHEY-
HOCTAX — nU(Py3HBII HEBYC CBETIOKOPHYHEBOIO I[BETA
¢ runepriasueid TkaHeud. Jlepopmanus npaBoi U JeBOU
kuctei: makponaktunus Il u 11l naneues ¢ runepnnasu-
eil MATKUX TKaHeil. JleBas HUXKHSS KOHEYHOCTh OOJIbIIE
NpaBod U poTHpOBaHa Hapyxy. KinmHnueckuid nuarxHos:
Cunapowm IIpores. BpoxneHHas riaykoma npaBoro ria-
3a, omepupoBaHa. BpoxaeHHas kaTapakTa JIEBOTO TIJia-
3a. AreHe3usi MO30JMCTOTO Tena. BeHTpukyisomeranus.
IMonumukporupus. S-noA0OHBIH TIPynO-MONEPEUHBIH
ckonuno3 IIl cr. BpoxaeHHBIN MOPOK pa3BUTUS KHUCTEH,
MaKpOJaKTHINSA. BpoXaeHHBIH MOABBIBUX NpaBoro Oe-
npa. Jlucnnasus Ta3o0eJpeHHBIX CycTaBoB. MylbTHKHUC-
TO3 JIeBOM nouku. ['unomnasus npaBoil mouku. 3agepxka
MCUXOMOTOPHOTO U CTATOKMHETHYECKOTrO pa3BUTHSA. 3a-
JIepKKa UHTEJIEKTYyalbHOTO Pa3BUTHUS, COIIMAIIBHO HEa-
JanTupoBaHa. BTopuuHbIil muenone GpuT, akTHBHAS CTa-
nus, 0e3 HapyumieHuss QYyHKIHMHM Mouek. JIByCTOpOHHSI,
ouaroBas BHEOOJIbHUYHAS MHEBMOHUS, OCTPOE TEUYECHHE,
JH 1. Jlepunurnas anemus I crenenu.

BoiBoabl. Cunapom Ilpores — peakuit cUHIPOM C
OTSTOLIEHHOW TeHeTHYecKo miueHtuukanuei. B nan-
HOM KIHMHHYECKOM cllydae niarHo3 cuuapoma [Ipores
BBICTABJICH CUHAPOMOJIOIHYECKHU.

KawueBbie ciaoBa: cunapom Ilpores; pebeHok
pPaHHETO BO3pacTa; MYJIbTHKHUCTO3 IMOYKH; THIIOMIA3UA
MOYKH; HEBYC.

corpus callosum.Ventriculomegaly.Polymicrogiriya. S -
typethoraco-lumbar deformation of the spine III degree.
Congenital defect of the hand.Dysplasia of the hip joints.
Congenital subluxation of the right hip.Multicystic disease
of the left kidney.Hypoplasia of the right kidney.Retardation
of psychomotor and physical development. Retardation of
intellectual development, socially not adapted. Secondary
pyelonephritis, active period, without kidney failure. Lobar
acquired community pneumonia. Iron deficient anemia II.

Conclusion. Proteus syndrome — is a rare syndrome
with complicated genetic identification. In this clinical
case diagnose of the Proteus syndrome was done according
to presence of clinical signs with classical variant of the
disease.

Key words: Proteus Syndrome; Infant; Multicystic
Kidney Disease; Hypoplasia of the Kidney; Nevus.
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