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XBOPOBH, ITOB’SI3AHI 3 MOPYIIEHHSM JINITHOTO OBMIHY
(XBOPOBA HIMAHA-IIIKA, XBOPOBA I'OLIIE). CHHIPOM
MAJbABCOPBIII. EJTIAKISI. MYKOBICLIMI03 (KICTO®IBPO3)

II'sTenko Hazap BikropoBu4

CryneHr

Bbaszamok JIvoamuiaa BosaogumupiBaa
KaHAUAAT XIMIYHUX HAyK

HamionanpHUN MEIUYHUN YHIBEPCUTET
imeni O. O. boromonbis, M. KuiB, Ykpaina

Beryn: IlopymienHss oOMiHy pPEYOBHH MOXKYTh BHUHMKAaTH Ha BCIX PIBHAX
010JI0T1YHO1 OpraHi3amii — BiJ MOJIEKYJISIPHOTO 1 KJIITUHHOIO /10 PIBHS OpPraHi3My Y
mimomy. Lli 3MiHM MOXYTh OyTH HACIIJIKOM IOPYIICHHS HEPBOBO - T'YMOpPaJIbHUX
MEXaHi3MiB, 3MIH TeHeTW4yHOoi i1Hdopmaiii, Aii nmatoreHHux (axropiB. Craakosi
XBOPOOM OOMIHY JIIMI/IIB 3yCTPIYAIOTHCS HEUACTO 1 XapaKTEPU3YIOThCS MOPYIICHHSIM
KUTTEBO HEOOXIHMX XIMIYHO PI3SHOMAHITHUX CTPYKTYp (TJILEPUAM, XOJIECTEPOI 1
Horo ecrepu, HeecTepu(iKOBaHI >KUPHI KHUCIOTH, (ocdomimian, TIIKOMIMIIN).
JliarHoCTHKa IMX TATOJIOTIA BUKJIMKAE 3HAYHI TPYAHOII, OO JaHi 3aXBOPIOBAHHS
XapaKTepU3yIOThCS HU3bKOI 1HAUBIAyalbHOIO yacToToro (1:10000), Tomy mikapro
BaXXKO 3700yTH 3HAYHWUN OCOOWMCTHI JOCBiJ y BUBUEHHI KJIIHIKH 1 JikyBaHHI. Kpim
TOTO, JUTHHA 13 CHAJKOBMM TMOPYIIEHHAM OOMIHY PpEYOBHH HAPOJKYEThCS
HOPMaJIbHOIO, a TEpIll KIIHIYHI OpOosBM HE € crneuudiunumu. barato cmaakoBux
NMOpYyIIeHh OOMIHY pPEUYOBHH 3aKIHUYIOTHCSA JIETATbHO a00 TSHKKOK PO3YMOBOIO 1
G13UYHOIO IHBATIAM3AIlE0, IO TOB’S3aHO, IMEpII 3a BCe, 3 TPYJAHOIIAMHU B
JIArHOCTHUIl ¥ HEIOCKOHAIIMMHU METOJaMH TpOQIIaKTUKU 1 JiKyBaHHS. Tomy Ha
CHOTOJHI Y€ aKTyaJIbHOIO € TeMaTHKa IOIEPEIKCHHsI, BUSIBICHHS Ta JIIKyBaHHS
CIaJIKOBUX MATOJIOTIN y JITEH.

Iisie podoTn:

- MEXaHI3MHU PO3BUTKY YCKJIQJIHEHb 32 MOPYIICHHSIM JIIITiIHOTO 0OMIHY
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- €TIONIOTIST 1 maToreHe3 HaWOUIbII MOMMUpPEeHUX (OpPM TMOPYIIEHb
JIO1AHOTO OOMIHY

- BUBYUTH (AKTOPU PHU3UKY, ETIOJOTII0, a TaKOXX HACTIAKK MOPYIIECHb
JIIITHOTO OOMIHY.

- IPOSBY MOPYIIEHb OOMIHY PEYOBHH Ha PI3HUX PIBHAX, iX J1arHOCTHUKA,
JIKyBaHHS 1 OTIEPEKCHHS.

Marepiaju Ta MeTOIM:

1) Konmecunk 10. M. /Meroanuni pekOMEHAAIlli [Jsi CaMOCTiHHOT
IiAroTOBKM CTyACHTIB «llopyiieHHs sxupoBoro ooOMiny» - 3anopixxs, 2018 p. 1-8 c.

2) I. C. Cmisn, H. B. banagura, I. O. Baripsn/ «MeauuHa TeHETHKA
autsidoro Biky»/ Teproniias, 2003p. — 118-143c.

3) T. 1. byxieBcbka/ «OCHOBM MEOUYHOI TEeHETUKW» / 370poB’s,
2001 p. 53 57c.

4) B. M. 3anopoxan/ «MenuuHa reHeTuka» / OIeChbKHHA JepKaBHHI
MeauuHui yHiBepcuTeT, 2005p. — 162-179c.

5)  Emery’s Elements of medical genetics / Robert F. Muller, Jan Young.
London, 2001. — 349 p.

6)  Human molecular genetics / Tom Strachan, Andrew P. Read. — Bios
Scientific Publisher, 1998. — 680 p

7)  Koum P. M., Por K. C. / «Pannsis nuarHoctuka OoJie3Hel oOMeHa
BemiecTB» — M.: Menununa, 1986. — 637 c.

8)  Jones K. L./ «Smith’s recognizable patterns of human malformation: 5th
ed» — Philadelphia: WB Saunders, 1997.

PesyiabTatn Ta 00roBOpeHHs TeMM: Y TOPYIICHHI JINIJHOTO OOMIHY
PO3PI3HAIOTH XBOPOOU HAKOMWYEHHS (BHYTPIIIHHOKIITUHHE HAKOMUYCHHS MTPOIYKTIB
MeTaboJi3My — CIHTOMIIMII031) Ta JIIMOIJ03H, 110 CYNPOBOIKYIOTHCS 30UIbIIEHHAM
KOHLEHTpalli JImiAiB y cupoBariui KpoBl. HaiiOuipma rpymna 3axBOpPrOBaHb
rinepiinonporeinemii (HagMipHe HakonmudeHHs mimiaiB). s rpyma 3axBoproBaHb €
COIlIaJIbHO3HAYYIIOI0, OCKUIBKM TOMEPE/KEHHs] Ta paHHS J1arHOCTUKAa 3HU3ATH

PU3HK aTEepOCKIEpO3y Ta CEpLEBO-CYJMHHUX 3aXBOPIOBAHb, SIK Yy [ITEH, Tak 1 y
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nopociux. Jlinmigo3u 00’ €qHYIOTh B TPYIy 3aXBOPIOBaHb, 1110 PIJKO 3yCTPIYAIOTHCS, B
OCHOB1 SIKMX JIEXKUTh Je(eKT BH3HAUeHHS (epMeHTy, W10 MPU3BOAUTH MO
HAKOTMHMYEHHS Y BEJIMKHUX KITBKOCTSX CKJIAJHUX JIMAHUX CyOCTaHIIN B KIITHHAX 1
tkannHax [{HC 1 BHyTpimHIX OprasiB. YCcHaJKoBY€TbCS 32 ayTOCOMHO-PEIECUBHUM
tunoM. [IposiBISIOTECS Yy (GOpMi TSIKKOTO 3aXBOPIOBaHHS, IO XapaKTEPHU3YEThCS
3aTPUMKOI0 PO3YMOBOT'O PO3BUTKY y MEpUIl POKU KUTTS AUTHUHU, HEBPOJOTIUHOIO
CUMIITOMATHKOIO, BICIIEPOMETaJi€l0, 3MIHOIO JIETeHb Ta KIiCcTOK. JIiKyBaHHS IIi€l
IpyIu 3aXBOPIOBaHb — MAJIOE(PEKTUBHE, BUCOKA IMOBIPHICTh JIETAIBHOIO HACHIIKY Y
paHHBROMY BIllI a00 pi3Ke BIJCTABaHHS Yy pPO3YMOBOMY pO3BHUTKY Ta TpHUBaia
IHBaJIITU3a1is.

XBopo06a T'ome xapakTepu3yeThCd BIJIKIAJAHHSAM Yy TEYIHIl, CEJIE3IHIN Ta
KICTKax IepeOpo3uy, IO BIAPI3HAETHCS BIJ HOPMAJIBLHOIO THM, IO MICTUTH
rajakTo3y 3amMmiCTh TJIIOKO3U. XBopoOa oOyMoBiieHa Je(EeKTOM J130COMHOTO
depmenTy (B-TarOKO3MIa3M), YCMNAJKOBAHOTO 32 AyTOCOMHO-PELECUBHUM THUIIOM.
Kmiaiyao po3pi3usaoTe 1B1  ¢dopmu: 1HQAHTUIBHY (OUTAYY) Ta HOBEHUIBHY
(xponiuny). Ilpu iHpaHTUIBHIA (OpMI 3aXBOPIOBAHHS: 3 NEPIIUX MICALIB KUTTA
3aTpuMKa (I3UYHOTO 1 HEPBOBO-TICUXIYHOTO PO3BUTKY, TINOTPOQis, TiNEepPTOHIs
M's3iB,  OMICTOTOHYC, CYJOMH, TpH3M; TEMaTOCIUICHOMETalis, JIuXalbHa
HEJOCTaTHICTh. 3MiHAa KICTKOBOi CHUCTEMH, MOsiBa OO0 MpU pyci B TpyOUacTHX
kicTkax. JleranpHUN HACHIJIOK HACTA€ O KIHIIA TMEPIIOr0 POKY KUTTS. XPOHIUYHA
(dopma (FOBEHUIBHUN THUI) BUABISIETHCS II3HINIE, MEPEBAXHO Ha JAPYroMy poOLl
KUTTS. XapaKTEPU3YETHCS CIUICHOMETAIEID, aHEMI€I0, TeMOPAariyHuM CHHIIPOMOM;
nedopMalli€ro CkejieTa, KOpUUYHEBOK ab0 OXPSHOBOKO MITMEHTAIl€l0 Ha MepeaHii
noBepxHi Hir. Ha ¢oHi nikyBaHHS OiITH TOMHParOTh y Bill 6-12 pokis. JlaboparopHi
JOCITI/DKCHHS: BUSBIICHHS KIITHH ['omie B IMyHKTaTaX KiCTKOBOT'O MO3KY, CEJIC31HKH,
AiM(paTUYHUX BY3IIB.

XBopo06a Himana-Ilika (cdinroninino3) - cmankoBa ensumomnarisa (nedext
dbepMeHTy chiHToMi€NiHA3H), 10 XaPAKTEPU3YETHCI HAKOTTMYCHHIM C(IHTOMIETIHA B
Mo3Ky, neuiHii, PE3. Ilepenaerbcsa penecMBHUM ULUISIXOM, 3yCTPIYAETHCA PIAKO.

KiTiHI4HI NpOSIBU CIIOCTEPIratoThCsl Y paHHbOMY BILl: BiZIMOBA Bl 1K1, OJIOBAaHHS,
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3pUTYBaHHS, TEMAaTOCIUICHOMETaNtisi, pi3Ke BIJICTaBaHHS B TICUXIYHOMY PO3BHUTKY,
3MIHM M’S130BOr0 TOHYCY (Timep- YW TINOTOHISI M’S31B), KOHBYJbCii. B KoxHOTrO
YEeTBEPTOrO0 3HAXOAATh YEPBOHY IUIIMy Ha CITKiBII Oka. B  mopampmomy
PO3BUBAETHCS CHINOTa, TAyXOTa, 11i0Tid. JluTMHA moMupae BII JOJAATKOBHUX
yCKJIaAHeHb. JliarHo3 MiATBEpKY€EThCA 3HaxXo/pkeHHsM kiiTuH Himana-Ilika B
IMyHKTaTaX KICTKOBOT'O MO3KY, CEJIE31HKH, a TAKOK HEJIOCTATHICTIO C(hIHTOMI€TiHA3HY B
JeHKonMTax KpoBi, OlomTaTax BHYTpINIHIX OpraHiB, ImKipu. JliKyBaHHS
manoedextuBHe. [Ipu3HavarOTh JIMOTPOIHI PEYOBUHHU, ITOTIBITAMIHH.

Cunapom maabadcopoOuii. Ilinm cuagpoMoM MambabcopOIii pPoO3yMIIOThH
KOMIUIEKC KJIIHIYHUX TMpOsIBIB, W0 BHUHUKAIOTh Yy PE3yJabTaTi MOPYLICHHS
HOPOKHUHHOTO,  MPHUCTIHKOBOTO, = MEMOpPaHHOTO  TpaBIEHHS, TPAHCHOPTHHX
MEXaHI3MIB Y TOHKIM KHIIIIi, I1I0 TPUBOAATH 0 3MiH OOMiHY pedoBHUH. J[0 PO3BUTKY
OTO CTaHY MOYTh HPHUBOJUTH Pi3HI MATOJOriyHI mpouecu. Haitbinpmr ydactoro
dbopMoOr0 CHHApPOMY MainbaOcopOIii y [JiTeld € HEeNepPeHOCHMICTh JaucaxapujiB
(JlakTo3HW, piAmie - 1HIUX BYriaeBojiB). IIporecu MpUCTIHKOBOTO W MeMOpaHHOIO
TiApoNi3y XapyoBHX CyOCTaHIIM Ta BCMOKTYBaHHS TaKOX 3alekaTb BiA pAOy
dakTopiB, cepen SKUX: aKTHUBHICTh (PEPMEHTHHX 1 TPAHCIOPTHHX CHUCTEM, CKJIAJl
MIKpO(hJIOpH, CTPYKTYpa KOMIIOHEHTIB CIM30BO1 000JIOHKH Ta 1H. KiliHIYHA KapTHHA
I[bOTO CHHJIPOMY XapaKTE€PHU3Yy€ThCA: MOEAHAHHS iapei Ta 1HIINX KUIIKOBUX MPOSBIB
(momidekainisi, cTeaTopes, KpeaTopes, aMmiuIopes) 3 pPO3JIaJloM BCiX BUIIB OOMIiHY
pedoBHH. YacTuMU O3HAaKaMu €: TMOJNITINOBITAMIHO3, OCTEONOPO3 1 HAaBITh
octeoMansiisa, B 12-¢omieBo- 1 3amizogedinutHa aHemis, TpodidHi 3MIHU MIKIpH,
HITTIB, TINONpOTEiHeMiuHl HaOpsiku, arpodis M'sziB. Illkipa crtae cyxa, Hepinko
MICLUSMH TINEePIIrMEHTOBAaHA, BUHUKAIOTh HAOPSKHU BHACIIIOK MOPYIIEHHS OLJIKOBOTO
1 BOJHO-ENEKTPOJIITHOTO OOMiIHYy, WiAIIKIpHA KIITKOBHHA pPO3BHUHEHA CIa0Ko,
BUIQ/IAIOTh BOJIOCCS BWHHUKAE TMIJBUILCHA JIAMKICTh HITTIB. JliarHO3 CHHApPOMY
NOPYLIEHOI0 BCMOKTYBAaHHSI CTaBJISITh HA IIJCTaBl KIIHIYHOI KapTUHU XBOpOOH,
BU3HAYECHHS B CHpOBATIll KpOBI 3arajdpbHOro Ounka, OUIKOBUX  (pakKiiid,
IMyHOTIJIOOYJTiHIB, 3arajibHUX JIIIIIB, X0JIECTEPUHY, KaJlil0, KaJIbI[il0, HATPIIO, 3aji3a.

JIikyBaHHSI CHHIPOMY MTOPYLIEHOTO BCMOKTYBaHHS BKJIFOYAE:
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1. miety 3 oOMexeHHSM (BUKIIIOUEHHSIM) HETIEPEHOCUMUX 1 TMOJIPa3HIOI0YUX
KHUIIIEYHUK MTPOTYKTIB,

2. 3aco0u, MO CTUMYJIOIOTH MPOLECH MEMOpPAHHOTO TiAPONi3y B TOHKIN

KUIIIIII,
3. KOpEeKIio MeTabOoIIYHUX PO3JIa/IiB,
4. ¢depMeHTHI penapary,
5. aHTHIiapeiHi 3acoou,
6. 3aco0wu, 0 HOPMATI3yIOTh KUILKOBY (pyiopy,
7. CUMITOMaTH4YHI 3aCOOH.

Heniakia — 1e cnagkoBe ayTOIMyHHE 3aXBOPIOBAHHS TOHKOi KHILIKH, SKE
3yCTpIYAEThCS Y JIOJIEW PI3HOrO BIKYy, yacTimie y Aitedl. CUMOTOMU BKJIIOYAIOTh:
XPOHIYHHH MPOHOC, 3aTPUMKY (PiI3MIHOTO PO3BUTKY (Y JITEH), BTOMY, IPOTE MOXKYTh
OyTH TpPHUCYTHI ¥ IHIII O3HAKH, SIKI BIUIMBAIOTh HA JAISUIBHICTH IHIIMX OpPraHiB Ta
cuctem. llemiakis BUHUKAE yepe3 HETATUBHY DPEAKIlI0 OpraHi3My Ha TIIaJWH - IIe
npoJiamiH (O1710K KJIECHKOBUHU (TJIIOTEHY)), IO MICTUThCA Y mineHuIll. [loaioH1 O1aku
BUSBJICHI TAKOX Yy POCIUHAX, SKI BIIHOCATHCA 10 TpUOY MIIEHULIEBUX, SIKUW BKJIIOYAE
B ce0Oe 1HIII 3€pHOBI KYJbTYpH, TaKl SIK SYMIHb 1 )KUTO. ETUHUM BIJOMUM CIIOCOOOM
JIKYBaHHS € JOTPUMAaHHS TMOCTIMHOI OE3rIIOTeHOBOI Al€TH. PO3PI3HSIOTH JEKiIbKa
dopm i€l maronorii — Baxkka, CepeiHs, «BHUTOHYEHA». Baxkka dopma memaxii
NPU3BOJUTH /10 TOSIBU SICKPAaBUX CHUMIITOMIB. OJiJ0CTI, TPOHOCY 1 KUPHOTO CTYIY
(cTeatopesi) 1 BTpaTu Bard abo0 HE3AATHOCTI HaOpatu Bary (y MaJ€HbKUX JITEi).
JItoqu 3 cepenuboro GOPMOIO TeTiakii MOXKYTh MaTH O3HAKH, K1 ORI MPUXOBaHI 1
3yCTPIYarOTHCSA B IHIIMX OpraHax, a HE B CaMOMY KHIIKiBHHKY. KpiM TOr0 MOKIUBAM
€ BaplaHT O€3CMMNTOMHOrO Tiepedbiry XBopoOu. Y 0Oaratbox JIOpOCIUX 3
«BUTOHUYEHOIO» XBOPOOOIO CIOCTEPITraeThCsl TIMIBKH BTOMa abo anemis. Ceposiorivxi
aHaJi3M KpOBI € TEPIIOYEPTOBUM METOJOM JOCIHIDKCHHS HEOOXITHUM IS
miarHocTuku nemiakii. Ilpy NoO3WTMBHOMY aHami3l KpoB1 JiKapl pPEKOMEHAYIOTh
narieHTaM 3poOUTH €HJIOCKOII0 / TacTpockomito Ta Oioncito. CyBope AOTpUMaHHS
TIETH JO3BOJSIE HOPMAJIbHO (YHKUIOHYBAaTHM TOHKIM KHIILI, IO Ja€ 3MOTY

JTIKBIAyBaTH BCi CHUMITOMH, IO JO3BOJIIE OCO0I HOPMaNbHO (DYHKITIOHYBATH
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MPOTSATOM >KUTTH.

MyxkoBicuma03 3ycTpivaeThes B JroAeit 61101 pacu, B €Bpomi - 1:2800-1:9800.
OnHaKoBO ypakaroThCsl OOMJBI CTAaTi 3 HEBEJIMKOIO MEPEBaror0 XJOM4ukiB. Yacto
BCTAHOBJIIOETHCS KPOBHE CIIOPIIHEHHS MDK pOJAMYaMU. Y CHAIKOBYEThCS 32
ayTOCOMHO-peleCUBHUM THUIOM. OCHOBHHMI 010XIMIYHUN Ne(EKT, sIKUW MPU3BOIUTH
JI0 PO3BHUTKY XBOPOOH, III¢ HE BUSABJICHUN. Y mepin THXHI a0 MicSIll OCHOBHUM
CUMIITOMOM € Kameiab (CyXuil, HamagomnoJiOHWi, HE IiIIA€ThCs JIIKYBaHHIO).
3'IBIsA€THCS Kalllelib BpaHIll Npu NpoOyaKeHH1 a0o Mmichs 1K1 - KOKIIOMIONOA10HMA.
ATIeTUT y TUTUHH AOOPHi, IO KOHTpACTYE 3 1i moraHuM ¢i3UIHUM PO3BUTKOM. [Ipu
HaOpsAKo-rinoTpodiuHid (GopMi 10 KIHI TEPIIOTO MICSI KUTTA 3'SBISIOTHCS
HaOpsku cron 1 romuiok. [lomupae nutmHa Ha 2-4-My wmicsul OkurTs. Jlns
M1ITBEP/KEHHSI J11arHO3Y MYKOBICIIUZI03Y BHKOPHUCTOBYIOTh IOTOBY IMPOOY - JTOCIHI-
JOKEHHSI BMICTY HATpil0 XJIopy B moTi. JIiKyBaHHSA cHpsSMOBaHe Ha BiJIHOBJIEHHS
TUXalbHO1 1 TpaBHOI GyHKIIN (60poThba 3 iHDeKIisaMu). [IporHo3 3aaexuTh Bijg
TSKKOCTI 3aXBOPIOBaHHS. SIKIIO J11arHO3 MOCTaBICHUH 0 3-X MICSIIIB KUTTS IUTHUHU
1 IPOBOJUTHCS aZieKBaTHE JiKyBaHHs - 70 % nmiteil noxxusae 10 20-TH poKiB 1 OUTbLIE.

BucnoBok: Jlochimkyroun oOpaHy TeMaTHKy Ta TOPIBHIOIOYU CTaTHCTHKY
MUHYJIUX POKIB, MOKHA 3 YINEBHEHICTIO CKa3aTH, II0 CUCTEMa OXOPOHH 3JI0POB’S
IpaIoe Ha TMOMEPEIKCHHS, PAaHHIO JTIarHOCTHKY Ta JIKyBaHHS BCIX CITaIKOBHX
XBOPOO 37151 YHUKHEHHS SKOMOTa OUTBIIMX HACHTIIKIB 3aXBOpIOBaHb. Ll TeHmeris, a
TAaKOX YJIOCKOHAJIEHHS Ta MOJEpHI3allisl MEAUYHOI cpepr rOBOPUTH MPO MO3UTHBHY

JTUHAMIKY Ha ITOAaNbIII POKH.
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