Jlexmis 12

I'eneTnuyHi 0CHOBM MeTa0OJiYHUX XBOPOO.

AJliMeHTapHi 3aXBOPIOBaHHS — [1€ TIATOJIOTIYHI CTaHH, 3yMOBJICHI HECTayero abo
HAJUTAIITIKOM HEOOXiTHUX JUISI JKHTTEMISUIBHOCTI XapuyoBUX PEYOBHH, HEAOCTAaTHROK abo
HA/JTUIITKOBOIO CHEPTETHYHOKO IIHHICTIO DKI.

KITACU®IKALIA AJIMEHTAPHUX 3AXBOPIOBAHb

1. TlepBuHHI aJIMEHTAapHI 3aXBOPIOBAHHS — 3aXBOPIOBaHHS, NPUYMHHO-
MaTOTEHETUYHOI0 OCHOBOIO SIKUX € HeaJleKBaTHE (HexocTaTHe a00 HaJaMIpHE) CIIOXKHBaHHS
HE3aMIHHUX Xap4yOBHUX PEUOBUH 1(a00) JaKepesn eHeprii.

I. 3axBoproBaHHs, 1110 MOB’53aH1 3 HEpPALIOHAIBHUM XapYyBaHHSIM:

1.1. 3axBoproBaHHS 3 MOBHUM T'0JIOYBaHHSM 200 YaCTKOBUM HEJOITaHHSIM.

1.2. 3axBOpIOBaHHS YaCTKOBOI HEJIOCTATHOCTI XapuyBaHHS.

1.2.1. butkoBa HEOCTATHICTD (KBAIIIOPKOP).

1.2.2.  BuikoBO-eHepreTMyHa  HEJOCTATHICTh  (amiMeHTapHa  AucTpodis,
ATIMEHTapHUN Mapas3m).

1.2. 3axBOpIOBaHHS YaCTKOBOI HEJAOCTATHOCTI XapuyBaHHSI.

1.2.3. BitaminHa HeOCTATHICTH (IMHTA, TIeTarpa, oepi-oepi).

1.2.4. MiHepanbpHa HEAOCTATHICTH (CHIEMIYHUH 300, Kapiec).

1.2.5. Hegocraruicte ITHXKK.

1.3. XBopoOu HAUIUIITKOBOTO Xap4uyBaHHS.

1.3.1. EHepreTnvHa HaJJIMITKOBICT (OXKUPIHHS, IlyKPOBH AiabeT, MeTaOOoIIuHMMA
CUHJIPOM).

1.3.2. binkoBa HaAIUMIIKOBICTh (TMOJAarpa, CEUYOKHUCIWN JiaTe3, CedoKam’ siHa
XBOpO0Oa).

1.3.3. XXupoBa Ha/UIMIIKOBICTh (aTEPOCKIEPO3). - HAUIMIIKOBE HAIXOHKCHHS
TpUTIiepuIiB (>KUPIB TBAPUHHOTO MOXOKEHHS) - HAJJTUIIKOBE HAJIXOXKEHHS X0JIECTePUHY

1.3.4. BiraminHa HaAIMIIKOBICTH (TinepBitaminos A, /1, E).

1.3.5. MinepajibHa HAIJTUIIKOBICTD (TIMEPMIKPOESIEMEHTO3H)

1.4. XBopoOu, TOB’si3aHI 3 HEMPABUJIBHUM PEXHUMOM XapuyBaHHsS (TaCTPUTH,
BHpa3KOBa XBOpoOa MUTyHKY Ta 12-Taoil KUIIKH).

2. BropuHHI ajgiMeHTapHI 3aXBOPIOBAHHS — IMOB’S13aHi 3 MOPYILIEHHSM IMPOIIECIB
TpaBIICHHS, 3aCBOEHHS, TPAHCIIOPTY HYTPIEHTIB, 3yMOBJICHUX 3aXBOPIOBAHHSMU Pi3HUX OPraHiB i
CHCTEM.

-Manbaerectis (MOpPYIIEHHS PO3IICIUICHH) 1 MaabaObcopOiis (mopyIieHHs
BCMOKTYBaHHS) HYTPI€HTIB - 3aXBOPIOBAHHS OPraHiB TPaBJIEHHS (XpPOHIYHUN €HTEPUT, XBOpoOa
Kpona, Bupa3koBuii KOJIT, XpOHIYHUHN pEeUIUBYIOUNIA TAHKPEATHT, 1HIIL. )

-IloniHyTpieHTHA HENOCTATHICTH (IMOJITiIMOBITaMiHO3, OUIKOBO-EHEPreTUYHA
HE/IOCTATHICTh) - H(EKIIIH] 3aXBOPIOBaHHS, XypypridHi omnepallii, OHKOJOI14H1 XBOpoOH, XiMio-
Ta MPOMEHeBa Teparlis, HII.

- T'eHetnuHO-0O0yMOBJIEHI 3aXBOPIOBaHHSI — I[YKPOBHM Jia0eT, OKUPIHHS,
rinepToHisl, aTepOCKIEPO3, HOPYILIEHHS 0OMiHY 1 (yHKIIIH BITaMiHIB.
- IlizBumeHa BTpaTa HYTpIEHTIB — BTOPUHHHUH 3amizonediuur (aHeMis),

MOOKAIBI[IEMIA.

3. 3axBOproBaHHs, SKi MOB’sS3aHI QJIIMEHTAPHUMH YHHHUKAMU pH3UKYy —
3aXBOPIOBAHHS MYJIbTU(AKTOPIANbHOT TNPHUPOAU, TEHETUYHO abo CHAJAKOBO OOYMOBIIEHI.



IykpoBwuii miaber - OsxupinHs - ATepockiepo3 - lmemiuna xBopoba cepus - [imepToHiuHa
xBopoOa - Jlesiki 3:10sKicHI 3axBoproBaHHs - [logarpa - @epmenTonatii - XapuoBa anepris.

4. 3axBOpIOBaHHS, 110 MOB’S3aHI 3 XapuOBOIO HEMEPEHOCUMICTIO, B TOMY YHCI1
¢dbepMeHTOMATII.

4.1. IctuHHa Xap4oBa ajeprii — IHAMBiNyadbHI IMYHOKOH(IIKTHI peakiii Ha
OKpeMi OIKOB1 KOMIIOHEHTH K1, HEMIKTIMBI [T OUTBIIOCTI JIF0/Iei. XapyoBa ajeprisi HaIeKUTh
70 aTomiuHuX (opM 1 3yMOBIIEHA 3[ATHICTIO OpPraHi3My BiANOBIZaTH Ha Xap4yoBi aHTUTCHH
YTBOPEHHIO aHTHTLIL.

4.2. Xap4oBa 1CeBI0ATEPTis — NaTOJOTIYHUHN MPOLIEC, SKAN KIITHIYHO MMOXIOHUH 10
Xap4oBOi ajieprii, ajie He Mae MepuIoi, IMyHOJIOTIYHO1 cTadll po3BUTKY. [lceBroaneprisa 4yacto
JI&KUTh B OCHOBI IHJUBIAYaIbHOT HEIEPEHOCUMOCTI TXKI.

4.3. XapuoBa 1110CUHKpa3is (IATOJOTIYHUN IPOLEC, 3YMOBJIEHUN KUIIKOBUMHM
(dbepMeHTOnaTISIMI — IPUPOKEHUMH a00 HaOyTUM AediuuToM TpaBHUX (pepMeHTIB. - JlakTo3HA
¢depmenTtonaris - [oreHoBa xBopoba (uemiakis) — QeHUTKETOHYpIs )

4.4. TlcuxoreHHa XxapyoBa HENEPEHOCUMICTh (IICUXOCOMAaTH4YHA Mpodiema,
MOB’si3aHa 3 HALIOHAJIBHUMHU TPAIUIIIMHM, XapUOBUMHU 3BUYKAMU, PENIrifHUMHU MpUIUCAMH Ta
oOMexenHsmH). KiiHiuH1 peakuii 3 00Ky TpaBHOT CUCTEMU Ha MPOJYKTH, SIK1 3a HaI[lOHATbHUMHU
TpaauLiIMU JaHOi KpaiHuW (M'sco  3MiiB, SIIIPKHU, cOOAKW TOWLIO), PENIriHUMH NpUIUcam
(cBMHMHA y MyCyJbMaH, SJOBHYMHA Y 1HAYIiCTIB TOIO0) a00 1HAMBIAYadbHUMHU 3BUYKAMU HE
BXKHMBaIOTh. HermepeHoCHICTh 11€ BUHUKAE, SIKIO JaHUW MPOAYKT HE OYB pO3IMi3HAHUH mix 9ac abo
micnst ki Lle BiApi3HAE€  NCUXOTE€HHY XapyoBY HENEpPEHOCHICTh B XapyoBOi ajeprii,
TICeBIOAJIEPrii Ta 1I0CUHKPa3ii y pa3i KUIIKOBOI (hepMeHTOMATIi.

5. 3axBOprOBaHHS, IO MOB’s3aHi 13 CIIOKUBAHHAM HETOOPOSKICHOT Ta HeOE3MeUHO1

['eHeTn4yHO neTepMiHOBaHI MATOJIOTII JIIOJAWHK, a CaMe CITaJKOB1 3aXBOPIOBAHHS OOMIHY
pedyoBuH (MeTaboiuHI XBOpOOH) 3aiiMaroTh OJHE 3 OCHOBHHUX Micib cepea 20000 3aranpbHUX
xBOopo0. YpomxkeHi nopymenHas Mmeradonizmy (BIIM) — hbeHOTUIIIYHO 1 TEHETUYHO TeTepOTCHHA
rpyna 3axBoproBaHb. Ha cporojanimHid neHp Bu3HadeHi Outbm HibK 1000 pizaux BIIM.
KymynaruBnaa yactoTa ix cranHoBuTh noHaz 1 Ha 800.

OOMIH peYOBHH Y OpraHisMi JIFOOUHHA 3a0€3[eUyeThCS BEIHMYE3HOK KUIBKICTIO
MOCJTIIOBHMX €TAaIlB, K1 peryItorThcs hepMmenTamMu. DepMeHTH KOAYIOThCS TeHaMu. B Hopwi 111
reHH 3a0e3MeuyI0Th MOXKIIUBICTE PEPMEHTHUX cHCTEM €(PEeKTHBHO MPAIIOBATH, OJHAK B MIpOLec]
€BOJIIONI, 3 MOTIPIICHHSIM YMOB 30BHIIIHHOTO 1 BHYTPIIIHBLOTO CEPEAOBHINA, B TEHOMI JIFOJIUHH
BiIOYBaIOThCSI PISHOMAHITHI MyTalii (MOPYIIEHHs CHaAKOBOi iH(opmarii), sIKi CIPUYUHSIOTH
PO3BUTOK CHaJKOBOT IMaTOJIOT1i.

BinpmiicTh METaOOJIUYHMX IOPYIIEHbL € PE3YyJIbTaTOM BPOJKEHOI HEIO0CTATHOCTI
BU3HAUYECHOTO (EPMEHTY, BHUKIMKAHOI TE€HETHYHUM OJIOKOM. 3HIKEHHS al0o BIACYTHICTb
(G yHKITIOHATBFHOT aKTUBHOCTI TOTO UM 1HIIOTO (DePMEHTY 3yMOBIIIOIOTH 3001 610XIMIYHUX peakIliii
B OpraHi3Mmi, 10 MPU3BOIATH JO HAKOMMMUYEHHS OJAHUX MPOMDKHUX MPOAYKTIB, YTBOPEHHS HOBHX
MeTaloJITIB Ta eIIUTY IHIIMX — KIHIIEBUX MPOAYKTIB, 1 THM CaMUM CIPUYHUHIOIOTH PO3BUTOK
MATOJIOTTYHOTO MPOLIECY.

3 reHeTHYHOT TOUKH 30Dy, y JIOJMHU MOXKHA BHIUTUTH:
1. cmaakoBi XBOpoOH, 1110 BHHUKAIOTH YHACIIIOK MOIIKO/KEHHS TeHETUYHO1 1H(pOopMaIrii.
2. XBOpOOM 31 CHAJAKOBOIO CXWIBHICTIO (MYJIbTH(aAKTOpiaibHi) - 1€ XBOpPOOHW, SKi
PO3BUBAIOTHCS B OCI0 3 MEBHOIO TEHETUYHOIO XapaKTEPUCTUKOIO MiJ BIUIMBOM (DaKTOPIB
JIOBKLIA.



3. HecMaaKoBi XBOPOOH.

[IpuunHaMu cnagKoOBMX XBOPOO® € T€HOMHI, XpOMOCOMHI Ta TeHHi myranii. ['eHomMHI
MyTalii moB's3aHi 31 3MIHOIO KUIBKOCTI XpOMOCOM. XPOMOCOMHI MyTallii MOB's3aHi 31 3MiHOIO
CTPYKTYPH XPOMOCOM.

XPOMOCOMHHI KOMILJIEKC JIFOAWHU (KapiOTHIT) CKIIANAETHCS 13 23 Tap XpOMOCOM, 3 SIKUX
22 mapu — Ha3UBAIOTHCS AyTOCOMH, a 23-Ts mapa — CTaTeBi XpOMOCOMH. XPOMOCOMA CKIIAIA€ThCS
13 JIHK Ta Oinka, 3B’s13aHUX pa3oM.

I'enni myranii - ne mousekysipHi 3mian Ha piBHi JHK. [lns cnamkoBux XBOpoO
XapaKTepHUM € KJIHIYHUH mnoaiMop@i3M, npu SKOMY CHOCTEpIraeTbcsl PI3HOMAHITHICTh
KIIIHIYHHX 1J1a00paTOpHUX MPOsIBIB XBopoOu. [IpuunHamMu KIiHIYHOTO NOJIMOP(}I3MY € TeHETUYHI
daktopn 1 (QakTOpu HABKOJMIIHBOTO CEPENOBUINA. [ EHETHYHI TMNPUYUHU KIIHIYHOTO
noiMopdi3mMy 3yMoBJIeH1 1) reHeTHYHUM NoJIMOp(}I3MOM Ta 2) B3a€EMOJIEIO I'EHIB.

Otxe, KO YSIBUTH, IO TeH — AuUlsiHka mosiekynu JIHK, sika komye oauH OUIOK, TO
noJiMOP(i3M IeHy MPOSBISETHCS B TOMY, IO BIH MOXe OyTH y PI3HHMX SIKICHUX CTaHax — 1€
HA3MBAETHCS AJICIISIMH.

Hanpuxnan, ren A — Bianosinae 3a cunres3 pepmenty X. Llel ren 3aBxau € y KOXKHOT
JIOJIMHU, JI0 TOTO X y 2X Komisfsx ( Ha 000X TOMOJIOTTYHHX XPOMOCOMAX, IO JICTAIOTHCS Bif
OatbKiB). Ase cam reH A moxxe 0ytu y hopmi Al a6o A2 ab6o A3 a6o A4, ToO6TO Mae 4 MOKITMBUX
anerns.

Axmo y monunau reH A 'y dopmi Al, To dhepmenTt X — HaWOUTBI aKTUBHUH, KO A2-
aKTUBHICTh ()EPMEHTYy IEII0 3HWXKEHA, SKIo A3 — ¢depMeHT Jieqb aKTUBHHHN 1 SKkmo A4 —
aKTUBHICTH (hepMeHTy nopiBHIOE O, TOOTO MOKHA B3arasi Ka3aTd Mpo BIACYTHICTh (PepMEHTY.

KinbKicTh MOKITMBHX aJIelliB JJIs1 KOKHOTO TeHy pi3Ha. [CHYIOTh T'eHH, K1 MalOTh JIMIIE
2 ayenst 1 ToA1 iX POSIB JieTie nependadynTH ( 3a 3akoHaMu MeHens ). Ae 4acTilie reHd MarTh
MoJTiaNebHUMN CTaH.

Koxxna moguna mae monaiMenin 20 000 pi3Hux rexis. | Ko ysiBUTH, 10 OUTBIIICTS 3
T'eHIB € MMOJIIAJICIbBHUMH, TO 3PO3YMUIO, 10 KOMOIHAITIS aJielTiB IO BCIX FeHaX JUIsl KOYKHO1 JTFOIUHU
€ a0COJIIOTHO YHIKaJIbHOIO, a BIAMOBIIHO 1 0COOJMBOCTI MPOTIKAHHS BCIX MPOIIECIB B OpPraHizMi —
TaKOX 0COOUCTUMU.

Aure e e He Bce. [ eHr BIUIMBAIOTh OJIMH Ha OAHOTO. ToOTO MeBHi ajeni reHy A MOXYTh
aKTHBYBaTH a00 O10KyBaTu abo nonosHioBatu red B ta ren C. I HaBnaku. To6To B pe3ynabTati —
Ha0Ip 03HAK Ta 0COOIMBOCTEH MPOTIKAHHS METAOOIIYHUX MPOIIECIB B OpraHi3Mi BUBHAYAETHCS K
HAsIBHICTIO MEBHUX aJIENIB 10 KO)KHOMY T'€HY, TaK 1 iX B3aEMHHUM BIUTUBOM.

Kpim Toro ne 3a0yBaemo, 110 KOXEH '€H MU MaeMO B 2X BapiaHTax (BiJ KOXKHOTO 3
0aThKiB).

O3Haku, ycnaJKyBaHHs SKHX MiJUIsiTae 3aKOHOMIPHOCTSAM, [0 BcTaHoBieHi [.Mennenem,
KOHTPOJIIOIOTHCS OJTHUM T€HOM (MOHOTEHHI), 10 Ma€ JHIe 2 aneni

JIOMIHaHTHI ~ MEHJETIOBAJIbHI ~ HOPMaJbHi | PeliecuBHI HOpManbHI O3HAKH yCHaAKyBaHHS:
O3HAKH JIIOAUHU

Kapi oui, OJIaKWTHI 0l

-BEJIMKI 04, -MaJICHbKI 04,
-TeMHE BOJIOCCH, -CBIiTJIE BOJIOCCH,
-KOJIIp IIKIpH CMYTJIHH, - KOJIip LIKipu Oinuii,
-JIaCTOBHUHHA €, -IpsIMUI pO3pi3 oueid,

-KOCHH po3pi3 oueH, -NIPSIMUI HiC,




-HiC 13 TOPOUHKOIO,

-IIMPOKA MUTMHA MK PI3ISIMH,
-3yOH BEJNUKi, BUCTYMAIOTh yIEpes,
-IMOYKH Ha MIOKaX,

-JINCUHA Y YOJIOBIKIB,

-0lJIe macMo BOJIOCCH,

-MOYKa ByXa BLIbHA,

-TI0OBHI r'y0H,

-Kpalle BOJIOIHHS MPABOI0 PYKOIO,
-KpOB pe3yc-T03UTHUBHA,
-agTurenn cucrtemu ABO,
-3J]ATHICTh 3rOPTATH SI3UK TPYOOUKOIO.

-By3bKa IMUIMHA MDK pi3usmMu abo i
BiJICYyTHICTb,

-3Bu4aiiHa opma i po3minieHns 3y0is,

-BIJICYTHICTh SIMOYOK Ha IIOKaX,

-pIBHOMIpHA MIrMEHTAIlis BOJIOCCH,

-BIJICYTHICTh JJACTOBHHHSI,

-MOYKa ByXa IPUpPOCIIa,

-ryOH TOHKI,

-Kpalle BOJIOJIIHHS JIIBOIO PYKO¥O,

-KpOB pe3yc — HEeraTuBHa,

-rpymna kpoi 3a cuctemoro ABO — 0(1)

-HE3JIaTHICTh 3rOPTATH SI3UK TPYOOUKOIO.

[TaTosoriyHi O3HaKH, SIKI YCIAaJKOBYIOTHCS
JIOMIHAHTHO

[TaTosoriyHi O3HAKM, $KI YCHAaJKOBYIOTHCA
PELIECUBHO:

KapJIUKOBa XOHAPOIUCTPODis,

-TIOJIIIAKTHI IS, OpaxiTaKTHIIis,

-IIOJIIITO3 TOBCTOI KMIITKH,
-eJINTOIMTO3 (eminconoioHa
€pUTPOLIUTIB).

dbopma

-abTOHI3M (KOJIBOPOBA CIINOTA),
-anb01HI3M (BIICYTHICTD IITMEHTIB),
-(peHUTKETOH YIS,
-TaJaKTO3€EMIf,

-ppykTO3Yypis

Jlnst cmasKoBUX 3aXBOPIOBAHb XapaKTEPHHUM MPoOrpericHTHH mepedir (mocriiiHe
TIOTIPIIIEHHS 3arajJbHOTO CTaHy 3 HAPOCTAHHSM HETaTMBHUX CUMIITOMIB y maifienTa). Hampuxan,
Tt PEHUTKETOHYPIi, 3a BIICYTHOCTI JIIKYBaHHSI, 3 POCTOM JUTHHU CIOCTEPIracThCsi BHHUKHEHHS
Ta 3pOCTaHHS CUMIITOMIB IICUXOMOTOPHOTO BiJicTaBaHHs, (GOPMYBaHHS PO3YyMOBOI BIZICTAIIOCTI Ta
BTOpUHHOT Mikporedanii; mama xBopoou Teit-Cakca, mnounHarouu 3 6-MICAYHOTO BIKY,
PO3BHUBAETLCS JIEMIENiHI3aIlSl HEPBOBUX BOJIOKOH, SIKA TOCTYIOBO TMPU3BOAMTH JIO CMEPTI.
['eHEeTHYHO0 OCHOBOO MPOTPEAIEHTHOCTI € Oe3nepepBHE HYHKIIIOHYBAHHS NATOJOTIYHOTO I'eHa,
110 MOPYITYe HOpMaiabHe (QYHKIIOHYBAHHS KJIITWH, TKAHWH Ta OPraHiB i BUICYTHICTh MPOJYKTY
MYTaHTHOTO T'€Ha, [0 MPU3BOJUTH J0 JiekommeHcali. CTymiHb XpoHi3allii Ta mporpeaieHTHOCTI
JUTSL OJTHOTO 1 TOTO CaMOTO 3aXBOPIOBAHHS (CHHIAPOMY) MOXKE BIPI3HATHCA.

Bimomo, 1m0 MyTaHTHHI T'€H HE 3aBXIU TMPOSBISETbCA (EHOTHIIOBO, a SKIIO
MIPOSIBIIIETHCS, TO CTYIIHD MIPOSIBY MOXKE OYTH PI3HUM y PI3HUX XBOopuX. BiporinHicTs abo yactoTa
MPOSIBIB O3HAKK (XBOPOOM) y HOCISI TaKOro I'eHa HAa3MBA€ThCA MEHETPAHTHICTIO, a CTYIIHb
BUPAKEHOCTI JIii 'eHa Ha3MBA€THhCS €KCIPECUBHICTIO. SIKIO HAsSBHICTH ILOTO I'€HA € E€IMHOI0
YMOBOIO JJISl TIPOsIBY, TO TOBOPATH Ipo 100% meHeTpaHTHICTh, a SKII0 HE y BCIX BUMAAKaX — TO
PO HEMOBHY MEeHeTpaHTHICTh. OJHE 1 Te came 3aXBOPIOBAHHS MOKE MaTH Pi3HUI 1epedir HaBITh
y WieHiB ojHiel poauHu. [Ipu npomMy MaroTh Ha yBa3l pi3HY €KcIpeciio reHa. [HKoIu MmposiBu
HACTUIbKH HE3HAUHI1, 0 iX BaXKKO BUSBUTH.

[IpakTi4Ho 11 BCiX GOpM CHaIKOBOT MATOJIOTIi XapaKTepHa MHOKHHHICTh YPaXKEHb, 110
00yMOBIIEHO 1€ 0OTPOMHOIO Ti€I0 reHa (3/1aTHICTIO KOHTPOIIOBATH PO3BUTOK 03HAK OPTaHI3MY).
Hampuxnan, npu cuaapomi Mapdana HasiBHI ypak€HHS KICTKOBOI, CEpIIE€BO-CYAUHHOI CUCTEMU
Ta OprasiB 3o0py; npu cujapomi JloypeHca-MyHa ypakeHi KiCTKOBa, C€40CTaTeBa, CHIOKPUHHA
CUCTEMH Ta OpTaHU 30py; MPH TallakTO3eMii — HasBHI ypaX€HHS MEYiHKH, [IEHTPATbHOT HEPBOBOT
CUCTEMH, OpTaHiB 30py.



Jnisi criagKoBUX 3aXBOPIOBAHb XapaKTEPHHM CIMEHHMI XapakTep MaToJiorii, ToOTo
MOBTOPEHHS aHAJOTTYHUX BUIAJKIB Y WieHIB oHiel cimM’i. Pa3oM 3 TUM HasIBHICTH 3aXBOPIOBAHHS
TUIBKM B OJHOTO 13 WICHIB (CIIOpPaJUYHHUIA BUMAI0K) HE BHKIIOYAE CIAJKOBOTO XapaKTepy
natoJorii. [Tonibna cutyamis Mmoxxe OyTH 0OyMOBIIEHA B PsA/li BUITAKIB: HASBHICTIO JOMIHAHTHOI
MmyTanii (110 BUHUKJIA SK B aBTOCOMHIH, Tak i B X-XpOMOCOMI OJJHOTO i3 0aTbKiB), UM SIBUIIAMH
HEMOBHOI IICHETPAHTHOCTI JOMIHAHTHOTO T'€HA, Y1 FeTEPO3UTOTHUM HOCIMCTBOM 000X 0aThKiB, Un
HAsBHICTIO penecuBHOI X - 34eIIeHOT aToJIoTi.

Kninigamii mosiMopdi3M CragKkoBOi MAaTOJIOTi, 0 BU3HYAETHCS OJHUM T'€HOM, MOXKE
MPOSIBUTHUCS PI3HOIO TSDKKICTIO Ta 4acom Manigecraunii. Hampuknan, xopes I'eHTHHTrTOHA,
cepenHii Bik MaHi(decrarii sxoi 40 pokiB, MOXe MOYATHUCS B IUTIUOMY Billl, a B JCSIKUX BUTIAJKAX
NeOI0T 3aXBOPIOBAHHS CHIOCTEPIraeThes micis 60 pokis.

3riHO 13 Cy4acHO0 KJIacu(pikauico MeTadoJiYHUX XBOPOO BUIUISIOTH:
1. [TopyiieHHs: TPOMDKHOTO METa00i3MYy
1.1. Ilopymensst MeTaboJ1i3My aMIHOKHCIOT (aMIHOAIIMJIONATIN):
1.2. IlopymieHHs! OKUCIEHHS KUPHUX KUCIIOT Ta €KTOTE€HE3Y.
1.3. TlopymieHHs BYTJieBOAIB 1 X TpaHCIOPTYBAHHS:
- MMOPYILIEHHS METa0O0J13MYy TralakTo3u 1 PpyKTO3H;
- MIOPYLICHHS METa0O0J13MY TJIILEpUHY;
- MIOPYILICHHS ITIKOTe€HEe3Y 1 HAKOMWYEeHHS TJTIKOTeHY;
- MIOPYILICHHS TPAHCIIOPTYBAHHS BYTJIEBOIIB.
1.4. MiTtoxoHapiajbHI MOPYIIEHHS.
1.5. ITopymieHHs1, OB’ s13aH1 3 HEOCTATHICTIO BITAMIHIB.
1.6. [TopymieHHsT TpaHCTIOPTYBaHHST aMIHOKHUCIIOT.
1.7 IopymmeHHst MeTab0II3MY TETITHIIB.
1.8. [TopymenHs MeTabo1i3My MiHepamiB (Mifl, 3aji3a, [IUHKY).
2. IlopymieHHs 610CHHTE3Y 1 PO3UIEIUICHHS CKJIAJHUX MOJIEKYJI
2.1. [TopymeHHs: MeTab0Ii3MY MMyPUHIB 1 MIPUMITUHIB.
2.2. JIi3ocomMH1 XBOpOOH HAKOTTMYCHHS.
2.3. [TopymmeHHs: MeTa00J1i3MYy 130TPEHOIIB 1 CTEPUHIB.
2.4. ITopymieHHs: MeTa00II3MY )KOBUHUX KHCJIOT 1 TEMIB.
2.5.YpopKeHi TOpyIICHHS TIIIKO3UITIOBaHHS.
2.6. IlopymieHHs MeTa0o0Ii3MY JIIMOMPOTEIHIB.
3. dedextu meaiaTopis i MoB’s3aHi 3 HUMU NOPYIICHHS
3.1. Ilopymiennst MeTaboi3MYy TJIIIUHY 1 CEpUHY.
3.2. Ilopymiennst 0OMiHy CTepUHIB 1 610T€HHUX aMiHiB.
3.3. IlopymieHHst MeTaboi3My €TNCHUIIOH-aMiHOOYTHPATIB.

binbiicTs MeTaboIIYHIX XBOPOO YCIAIKOBYETHCSI AyTOCOMHO-PELleCHBHO. AYTOCOMHO
— TOOTO I'eHM, 10 X BH3HAYAIOTh, PO3TAILIOBaHI B HECTATEBHUX XPOMOCOMax — ayTocomax (BCi
xpomocomu, okpiM X — Ta Y). PeriecuBHO — TOOTO MaroTh reHOTHI aa ( 0codu 3 reHoTurnom 44 ta
Aa - 3710pOBi).

Bik manidecranii MX mMoxe OyTH pi3HUM, X04a YacTille MPOSBU NATOJIOTIi TPOSBISIOTHCS
B IIEPIL JH1 XKUTTA (HAIpUKIaJl, XBOpoOa “KICHOBOr0 cUpoIy” MaHi(ecTye Ha 5-7-i JeHb KHUTTH).
[lepion pu3uKy — 1€ Ipyre miBpiudst )KUTTSA, KOJIM JUTHHA [TOYUHAE BXKUBATH PI3HOMAHITHY 1XKY.
XBOpoOH, BHCOKOJIO30BaHA CTEPOinHA Teparlisi, TPaBMH, T'OJOIYBaHHS MOXYTh NPOBOKYBAaTH
MOPYIIEHHS y OyAb-IKOMY Billl.



1. Mopymenns oominy aminokucaot (Oeninkeronypist (PKVY). lcruaunemis. Lictunypis.
Iomormuctunypis. Jleinmuos. Tupo3uno3. [uctuno3. Ankantonypis).

DeHiJIKeTOHYPis

DeHUIKETOHYPis HAJIC)KHUTh bi (6] ABTOCOMHO-PEIIECUBHOTO 3aXBOPIOBAHHS
aMIHOKHUCIIOTHOTO OOMiHY, SIK€ JIOCUTH J0Ope BUBUYCHE. Po3po0IieHi 3ax01u MO0 CBOEYACHOTO
BUSIBIICHHS I1i€1 maTOJOTii Ta Mpo(UIaKTUKKA HBATIHOCTI.

[IposiBu  3aXxBOpIOBaHHA IMOB’SI3aHI 3  HEJOCTATHICTIO TEUYIHKOBOTO  (hepMeHTy
Qeninananineiopoxcunasu. B pesynpTaTi HecTtaul (EpPMEHTY IMOPYUIYEThCS  IPOLEC
TIPOKCHIIIpYBaHHS (PeHUIaIaHIHY B TUPO3HH, 1110 3yMOBIIIOE HAKOTIMYEHHs QeHinananiny (PA) B
KpOBI, BUJUIEHHSI BEJMKOI KUIBKOCT1 (PEHUINIPOBUHOIPATHOI KUCIOTU 3 CEYEH0 1 MOPYLIEHHS
(dopmyBaHHS MieNiHOBOT 00010HKH akcoHiB y [IHC (B HOpMmi BMicT deHinananiny kposi 6,05-12,1
MkMoJb/1, a npu ®KY migBumyetscs B 20-60 pasiB). Jlokyc ®KVY 3naxomutbes B 12-it
XpOMOCOMI.

Yactora ®KVY B VYkpaini cranoButs 1:7000-8000. [l OLIBIIOCTI CIMEH MOXKIUBA
MOJIEKYJISIPHO-T€HETHYHA IIPEeHaTalbHa J1arHOCTHUKA JUI BUSBJIEHHS retepo3urot (1% momysmsimii
HACEJIEHHSI CTaHOBIAThH reTepo3urotH). it 3 @KV HapoKylOThCS 3A0POBUMH, ajie B MEpIi
THXKHI TICHST HAapOJDKEHHS, B 3B’SI3KY 3 HAJIXOKEHHSM (eHUIalaHiHy 3 MOJIOKOM MaTepli,
PO3BUBAIOTHCS KIIHIYHI TIPOSIBU: MiJBUIIEHA 30Y/IIUBICTD, TieppedIeKcis, MABUIICHUH TOHYC
M’s131B, TPEMOD, CyJOMHI enientudopmMHi Harmaau (y MOJOBUHU JIiTEH), XapaKTSPHUN MUIIAYUN
3amax. Y mepily 4epry [IiTH NOYMHAIOTh BTpavyaTd HEPBOBO-TICUXIYHI HABUYKH, IO BXKeE
chopmyBanucsa. Hamami BigMidaeThCcsl BiACTaBaHHS B PO3BHUTKY. YacTo HasBHI BPOJDKEHI Bajau
PO3BUTKY (Baau ceplis, MOPyIICHHS (HOpPMYBaHHS CKeJeTa, HE3POIICHHS M’ SIKOTO MiTHEOIHHS,
npiOH1 aucrenesii (nedopmarrii ByITHUX PaKOBHH, BUCTYITAI04a BIIEPE ] HUKHS IIeJIena, TUCTa3isi
o0muyus) Ta iH. OCKUTbKM TOpYIIEHHS OOMiHY (eHUTalaHiHy NPU3BOIUTH N0 3HMDKCHHS
TUPO3UHY, TO OJTHUM 13 TIposiBiB DKV € nmopyiieHHs yTBOPEHHS MENaHiHy, Yepes 11 BIIMIYa€eThCs
3MEHIIIEHA MIrMEHTAIiS MKIPU Ta BOJIOCCS, PaayXKH O4eil. 3a BIZICYTHOCTI JIIKyBaHHSI pO3yMOBa
BIJICTAJIICTh JOCSTAE CTYIEHS LTIOTI.

2. CnaakoBi nedextH o00MiHY BYIJIEBOJHIB (I'anakro3emisi. I'iikorenosu.
dpykTo3emis)

l'anakro3emisi  ycmagkoByeTbcs 3a  aBTOCOMHO-PELECMBHUM  TUIOM. YactoTa
ranakrosemii konmuBaeTbes Bin 1:18000 go 1:187000. 3a yacToTor0 rajiakTo3eMis 3aiiMae JIpyre
Micre micis eHuikeTonypii. YacToTa reTepo3uroTHoro Hociiicrsa rena ragakrosemii 1% -10%.
Y XBOpUX Ha TalaKTO3eMIil0 BiAMIYA€THCS BIACYTHICTh a00 3HAa4YHE 3HWKEHHS (EPMEHTY
eanakmoso-1-¢hoccham-ypuoinmpancgepasu, 1mo TNPUBOAUTH JO HAKONUYEHHS y KpOBI Ta
TKaHMHAX TaJakTO3U Ta TOKCHUYHOTO ranakro3o-l-gocdary. 30uIbIIEeHHS KUTBKOCT1 TajJaKTO3H
CIOCTEPIraeThcs TAKOXK y CIIMHOMO3KOBIH pinHIi, cedl. BigMiuaeTbes ypaskeHHs EYiHKU, MO3KY,
HUPOK, PO3BUBAIOThCA KaTapaKTa, KOBTSHUIIS, TeraToMeraitis, TUCIeNcis, MOXJIMBE BiICTAaBaHHS
PO3YMOBOTO PO3BUTKY.

VY mepiry o0y micis HapOJDKEHHS NUTHHA BUIISIIA€ 3J0POBOO. 3a3BUYail KIIIHIKA
3aXBOPIOBAHHS MPOSBISETHCS Uuepe3 Kilbka AHIB (2-3-Ts 100a )KUTTs) MicIs B)KUBAHHS TPYIHOTO
Moyioka (OJIOBaHHS, TPOHOC, CXYIHEHHS, JWTHHA BIIMOBISETHCS BiA TPYyi, 3 SBISETHCS
KOBTSIHHIISI. PaHO 3’SIBISETHCS Ta JOBrO TPUBAE KOBTSHUIIS PI3HOTO CTYMHEHs TspKKocTi. [IBuaKo
PO3BUBAIOTHCS TeMaTOMeraiis, UPO3 MediHKH, 30UTblIyeThes KuBIT (acuut). JucnmenTtuyHi



SBHIA TMPHUBOAATH A0 IUCTPO(ii, MOPYIIEHHS ICHUXOMOTOPHOTO PO3BUTKY 1 MOXYTh OYyTH
MPUYHHOIO CMEPTI.

JlikyBaHHs TOTPIOHO PpO3MOYMHATH sKOMOra panime. JliTh moBHHHI 70 3 pOKIB
0JIEpXKyBaTH DKy 0€3 JIaKTO3U (MUTAAJILHE UM COEBE MOJIOKO), 3r0JIOM iM JJOOABIISIFOTh €KCTPAKTH
OBOUYIB Ta M’sica, OUTKOBI T1IPOJI3aTH, sAKI He micmsamb aakmo3u. JIIKyBaHHS — BUKITIOYCHHS 13
MEHIO MOJIOKA.

®pyKTo3eMist (HEEPEHOCUMICTh (PPYKTO3H) — 3aXBOPIOBAHHS, IIPH SKOMY OpPTraHi3M HE B
3MO31 TIOBHOIIIHHO 3aCBOIOBAaTH (QpyKTO3y i meBHa 1 KimbKicTh (10-20%) BUAIAETBCS 13 ceuero
(ppykrozypis). Yactora 3axBoproBants 1:130000, Tun ycraaKyBaHHS — aBTOCOMHO-PEIIECUBHUIA.

B ocHOBI 3axBOpIOBaHHS JIEKHUTh HENOCTATHICTH (hpykmoszo-l-¢hocghamanvoonasu, 1mo
MPU3BOAMUTDH 10 HAKONIUYEHHS (PYKTO3U B KpOBI Ta BUAUIEHHS ii 13 ceuero. Yacrie XBOPIIOTh
xyormuuku. KiTiHIKa 3aXBOpIOBaHHS 3yMOBJICHAa HAKOMUYEHHSIM y KpoBl (pykTo30-1-docdary.
[Ipu BxxuBaHH1 QPYKTO3M y IUX XBOPUX HACTAE TIMOIIIIKEMIS.

3axBOPIOBaHHS MPOSBISETHCS 3 MOMEHTY B)KHMBAHHS JIITbMHU COKIB, (PPYKTIB, MOJIOUHUX
cymimei. [Ipu mpomy 3’SBISIOTHCS OMIOBaHHS, aHOPEKCIs,, PO3BUBAETHCS TSKKa TIOTpodis,
YIOBUIBHIOETHCS PICT, MOXJIMBI TIIOTJIIKEMIYHI CTaHH MICIs BXKUBAaHHA QPYKTIB (pi3ka OMiIICTh,
KBOJIICTh, TITJIUBICTH, apTepiajibHA TIMOTEH31s1, OJIOBaHHS, BTpaTa CBIJIOMOCTI, CYJJOMH, BUpaKEHA
rinornikemist). Katapaktu npu ppyxrozemii He OyBae, po3yMOBHUI PO3BUTOK HE CTpaxaa€. 3 BIKOM
CTaH JITel MOKpAIIYeThCsl 1 BOHW MOXYTh BXKMBAaTH HE3HAUHY KUIBKICTH (QPYKTIB 0€3 HposBiB
HETIePEHOCUMOCTI

JlikyBaHHsI CKJIaJIa€ThCA 13 Mi€TOTEparnii (BUKIIOUCHHSI MPOAYKTIB, SIKi MICTATHh (PPYKTO3Y).
B Ky BUKOPHCTOBYIOTH MOJIOKO Ta MOJIOYHI MPOJTYKTH, SIALIS, )KUPH, 37TaKH.

HenepeHocumicTh JIAKTO3M — CHaJKOBA IATOJIOTISI OOMIHY pPEYOBHH, OOyMOBJIEHA
HEJIOCTATHICTIO iakmasu, TIPU K1 opraHi3M HEe MOYK€ TIOBHOIIIHHO 3aCBOIOBATH JIaKTO3y. Po3man
JIAKTO3U MpH JIePIUTI JaKTa3u MPU3BOJUTH JIO MIABUIICHHS OCMOTHYHOTO THCKY B KHIICYHHUKY
Ta TOSIBH MPOHOCY.

CuMnTOMU 3aXBOPIOBAHHSI TPOSIBIISIIOTHCS 3 TIEPIINX JIHIB JKUTTS TPU BXXUBAHHI MOJIOKA.
VY muTuHM 3’SBISIOTHCS PiAKI BUIIOPOKHEHHSI, METEOPHU3M, PO3BHBAIOTHCS €KCHKO3, TIOTPO(dIs.
Jlucriencis, sska BUHUKAE, HE MIIA€ThCS CTaHAaPTHOMY JIIKYBaHHIO. 3aXBOPIOBAHHS MAa€ BaXKKUH
nepedir i MPU3BOAUTH A0 TIMOTpodii, M0 HE MIANAETHCS CTAaHAAPTHOMY JIIKYBaHHIO, a MOTIM 1
cmepTi. [Ipu cBOEYaCHO BCTAHOBICHOMY JIiarHO31 — IPOTHO3 CHPUSATINBUH.

JlikyBaHHS - BUKJTIOUYEHHS JIAKTO3H 3 XapuyBaHHS AUTHUHU (0€371aKTO3HI cyMili). Moioko
3aMIHIOETHCS MUTAAJIEBUM YU COEBUM. ["alakTo3y Ta IIIIOKO3Y TaKOXK BKIIOYAEMO B MEHIO — BOHU
HepeHOCATHCS 100pe.

HenocratHicTh nakTa3u 0COOJMBO YacCTO TPAIUIAETbCS y MEIIKAHLIB CXIAHHUX KpaiH Ta
HaceneHHs [1iBHIUHOT AMepuku. HermepeHOCUMICTh JTaKTO3M TaKoXk 30UIbLIyeThes 3 BikoM. Jliis
Jo/iel 13 HeTepeHOCHMICTIO JIAKTO3M ICHY€ JIeKUIbKa BapiaHTIB XapuyBaHHS: JA€sAKi 3 HUX 37aTHI
BXKUBATH MPOIYKTH, 110 MPOMIIIN MPOLEC MOJIOYHOKHUCIOTO OpOoAiHHS (HallpUKIIajd, cup, kedip),
OCKLUIBKH B ITUX MPOJYKTaX JIAKTO3a MEPETBOpEHa OAKTepisIMU Ha MOJIOYHY KUCHOTY. Ti, y SAKUX
HEMEepeHOCUMICTh PO3BUHEHA JIy’)K€ CUIIbHO, MOKYTh BXKUBATH CIEIIabHI MOJIOYHI TPOYKTH, 10
MICTSTh yXe He3HaYHY KUIbKICTh JJAKTO3H. Tak, HAPHUKIIA, Y MOJIOKO, IPU3HAYECHE IS JIIOJIeH
13 HEMEepeHOCHMICTIO JIaKTO3M, IITYYHO JOJAEThCs (PEpMEHT JiakTasa, KU OJepXKYIOTh 13
ApbkoKiB. KpiM Toro, iCHYE MOKIIMBICTS pUitMaTH (PEpMEHT JIaKTa3y y BUTIIA1 TaOJIETOK pazoM
13 MOJIOUHUMH TNpOoAyKTaMHu. JIakTo3a, TiApoi3ylounch Ha TalakTo3y Ta IJIIOKO3Yy, € OCHOBHUM



JDKEPEJIOM HAJIXO/DKCHHSI TJaKTO3M J0 OpraHi3My JWTHHH. [ allakTo3a BXOIUTH 0 CKIaLy
nepedpo3uaiB  Outoi pedoBMHU MO3Ky. KpiM Toro, makro3a € cyOCTpaToM i POCTY
MOJIOYHOKHUCIIHNX OaKkTepii KUIIeYHHKY. TakuM YMHOM, O€371aKTO3HA JIi€Ta HE € ONTUMAJIbHOIO B
JiTeH i3 JIaKTa3HOIO HEJOCTATHICTIO.

HenepenocumicTh caxapo3u - BpOPKEHA TATOJIOTISI, SKA  XapaKTEPU3YETHCS
HE/IOCTATHICTIO YW BIACYTHICTIO caxapasu, B PE3ydbTaTi 4YOro B KHUIICYHHKY 3POCTAE
KOHIIGHTpaIlis caxapo3u. [Ipu 1bOMy BHHHKAE OpOJIHHS, MOCHIIOIOTHCS MEPHCTAIbTHKA Ta
CIIMHOYTBOPEHHA. 3aXBOPIOBAHHS MPOSBISIETHCS TPU TMEPEeXoAi Ha IITy4HE UM 3MilIaHe
BUTOJIOBYBAaHHsI (BXKMBAHHS Caxapo3W) 13 MOJOYHHMH CyMillaMH 4Yd COKaMH. Po3BUBaeThCs
MIPOHOC, SIKUH HE MIJAE€ThCA CTaHJAPTHOMY JIIKYBaHHIO. ['imoTpodis, aHeMis, TiMOBITaMIHO3H.
[Ipu mpu3HaYeHHI Mi€TH 3 BUKIIOUEHHSIM caxapo3dW Hacrae BumyxkaHHs Ha 10-12-ii neHs.
PekoMeHyeThCSl IMPOKE BUKOPUCTAHHS B PalllOH1 OBOYIB 1 ()PYKTIB, OCHOBHUM BYIJIEBOJIHUM
KOMITIOHEHTOM SIKHMX € (pyKTO3a (LIMHHAT, LBITHA Ta OpIOCCENbChKa KaIlycTa, 3€JIeHUH TOpoIIOK,
MOMIJIOpH, caJlaT, CTPYYKOBA KBACOJIS, BHINHS, JHUMOHH). K MiJACOJNOMKYBadY MOKHA
BUKOPHUCTOBYBATH (PPYKTO3y ad0 IIFOKO3Y

I'nikoreno3, abo riikoreHHa XBopoOa, JOCHUTH TMONIMPEHA Ta CKJIaJHA 3a XapaKTEPOM
(hepMEeHTHUX MOpYIIEeHb T'pymna 3axBoproBaHb. Yacrora 3axBoproBanHs 1:40000. XapakTtepHum
CUMIITOMOM XBOPOOM € HaKONMMYEHHS TJIKOTEHY B PI3HUX OpraHax 1 TKaHWHax (Me4iHKa, M s3H,
HUpKH, Miokapa Ta iH). [lpu neskux dopmax nopywenuii cunmes enikozceny, a TPU THIIUX
8pooddicenull  Oeiyum  epmenmis  (2n0K030-6-chochamasu,  amino-1,6  2noko3udasu,
miogpochapunazu ma in.), ki bepyme yuacms 8 ymuaizayii enikoeeny. Y KIIHIII 3aXBOPIOBaHHS
Ha TepIie MICIle BUCTYNAIOTh MOPYIIEHHS TUX OPraHiB, Yy SIKUX MEPEBaXKHO HAKOMUYYETHCS
rmikoreH. [Ipu oMy pi3ko 30imbllieHa TediHKa. M’si30Ba KBOJIICTH TPHU IILOMY IPOTPECYE.
[IporHO3 Mpu TIIIKOTEHO31 CePHO3HMIA.

Henepenocumicmos  Kpoxmanrw (nepiut amizasu TANDTYHKOBOI  3all03W).  AMinasa
MIIUTYHKOBOT 3aJ103U T1IPOJI3y€E TOJTiCaXapuJIHUK JTaHIor kpoxMaito. [Ipu nedinuri aminazu
MIINIUTYHKOBOT 32103 TapHUH JIIKyBaIbHUN €PEKT JOCATAETHCS MUISIXOM IMPU3HAYEHHS 3aMiCHOT
Teparii GepMEHTHUMH MperapaTaMu.

T'emonimuuni anemii, 3ymoBieH1 nediuTomM GepMeHTIB OOMIHY BYIJICBOIIB Y €pUTPOIIUTAX
[ deghiyum anroko30-6-¢pocghamoeziopoeenasu

depiyum ¢hocghoenrokonamoeziopocenasu;
deiyum enymamioupedykmasu,

oeghiyum 8i0HOBIEHO20 2IYMAMIOHY,
Odepiyum nipysamxinasu;

oeghiyum enoxkozopocghamizomepasu,

0 O I O A O

Oeghiyum 2excokinasu;

3.Jlizocomui xBopoou. Mykonoaicapanosu. I'ikoaininosn

JlizocomHi XBOpOOM - 1€ BaKKi CIIaJIKOBI1 3aXBOPIOBAHHS, SIKI BUHUKAIOTh YHACIIJOK
3HWKEHHS crienupiuHuX pepMeHTIB Ji3ocoM. DepmMeHTH OepyTh yuacTh y IEBHOMY €Tarli OOMIiHY
KOMIIOHEHTIB OUIKIB, BYTJICBOIIB Ta JIMIAIB. Y pe3yibTaTi HEAOCTATHOCTI (pepMEHTIB (aKTHUBHICTh
nizocomHux (epmentiB He mnepeBuinye 10-20% Bix HOPMH) CHOCTEPIra€ThCsi HAKOMUYCHHS
cyocTpary (XBOpoOM HaKOMWYEHHS — TU3aypHUHO3H). [IpH 11boMy nopymiyeTbest GyHKIIS KITITHH
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pI3HUX TKaHWH OpraHi3sMy, 1, SK HACIiIOK, MOSBISIOTHCS  KIIHIYHI CHMOTOMH TSDKKOTO
MPOrPECYI0YOT0 3aXBOPIOBAHHS 3 YpaXCHHSIM 0araThoX OpraiB Ta cucreM. Bimomi Oinbire 40
ni3ocoMHEX 3axBoproBanb (JIX). Yacrora matonorii 1:5000. IIpuunHoI0 MOpyIIEHHS! aKTUBHOCTI
¢depmentiB npu JIX € renernunmii nedext. binpnricts renis npu JIX yxe izentudikoBani i Bizoma
iX JoKaizaris.

Tun cnankyBaHHsS aBTOCOMHO-periecuBHUN (AP), pimme penecuBHMiA, 3YeruieHUH 3 X-
XpOMOCOMOIO.

4, Myxkogicuugo3 (MB) - 1e HalWOUIBII TOMMPEHE MOHOTEHHE CIAIKOBE
3aXBOPIOBAHHS 3 aBTOCOMHO - PELIECUBHUM THUIIOM YCIIaJKyBaHHS, K€ MOKHA XapaKTepU3yBaTH
K ek30KkpuHomnarito. OcHOoBHMUMHU TposiBaMu MB €: XpoHIUHHMH OOCTPYKTHBHMM Ipouec y
IUXaNbHUX MLUISIXaX, L0 CYHPOBOJDKYETbCS OaKTepiaJibHOK 1H(EKII€0, MOPYIIEHHS CHUCTEMU
TPaBJICHHS 3 HEAOCTATHICTIO €K30KPUHHOI (PYHKIIi MIJUIIYHKOBOI 3a703H, MIABUILIEHUNA BMICT
€JIEKTPOJIITIB Y MOTOBIHM pIAMHIL

YacroTa 3axBoproBaHHs cepenr HoBoHapopkeHux 1:1000-3500. YactoTa reTrepo3uroTHOTO
HocliicTBa 5% 1 61unb11e. ['eH MyKoBicIM03y po3TalIoBaHuM y 7-i1 XxpoMocoMmi (Ha T0BroMy Iuiedi
xpomocomu 7 (maii - 7931))

[IprunHOIO XapakTepHUX MATOJIOTIYHUX 3MIH € HasBHICTh MyTalliil B 000X ajessxX reHa,
Lle#t reH KOHTPOJIIOE CUHTE3 TPAHCMEMOPAHHOTO PeryasTopHoro 6inka mykosicuuao3y (TPEM),
KU (QYHKIIOHYE SIK XJIOPHMM KaHal Ha TOBEPXHI emiTeqiadbHuX KIiTUH. [lopymieHHs
TPAHCIIOPTY 10HIB XJOPY 30UIbIITye peadcopOIlito HATPIFO KIITHHAMHM, 3MIHIOE EJICKTPOJITHUN
CKJIaJ] Ta 3HEBOJHIOE CEKPET €K30KPHHHHUX 3aJI03, IO 1 CTa€ MPUYMHOIO TMATO(I310J0TTIHUX
MPOIIECiB B OPraHi3Mi i PO3BUTKY OCHOBHUX KJIIHIYHUX MposiBiB. CroCTEpiraeThCs 3TYIICHHS
CEKpETY 3aJ103, [0 YTPYAHIOE €BaKYaIlil0 X CEKpeTy Ta BTOPHUHHI 3MIHU: XpOHIYHA OpOHXIaJIbHA
iH(eKIis cTaloTh (HOHOM IJIs TOBTOPHUX PECIIPATOPHUX 3aXBOPIOBaHb, MOPYIICHA T'yMOpaibHa
CUCTEMa MICIIEBOTO IMYHITETY, SK TPOTHUBIPYCHOTO, TaK 1 MPOTHOAKTEPiaabHOTO.
[TaroMopdosoriuHi 3MiHU MPU MYKOBICIIH1031 HAHOUTBII BUPA)KEH1 TAKOXK Y MINITYHKOBIN 3a51031
(HEIOCTaTHICTh €K30KPUHHOI (YHKIIIT), KHUIIIEYHUKY, TICHIHI[l, PETPOAYKTUBHINA CUCTEMI.

Xoya y BHBYCHHI €TIOJIOTI, MaToreHe3y Ieiiakii Ta MYKOBICHIHI03Y OCTaHHIMH pPOKaMHu
JOCSTHYTO YCITiXiB, MMPOTE 1€ JOCUTD YaCTO 111 3aXBOPIOBAHHS JIarHOCTYIOTHCSA Mi3HO. TpUBaIICTh
YKUTTS MPH MYKOBICITM031 B YKpaiHi 1€ 3HAYHO HIKYA, HDK Y €BPOIEHCHKOMY CITIBTOBapHCTBI.
Hait0mmkyum yacom Oyjie BIPOBaHKEHO CKPUHIHT HOBOHAPOKEHUX HAa MYKOBICIIHI03, 1110 JaCTh
3MOTY JIIarHOCTYBaTH II€ 3aXBOPIOBAaHHS B IEPiojii HOBOHAPO/DKEHOCTI. Bin mpaBuibHO Ta
CBO€YACHO BCTAHOBJICHOTO JIIarHO3Y 3aJIKUTh S(EKTHUBHICTh MPU3HAYCHOTO JIIKYBAHHSI.

5. Ieaiakiss — XpoHIYHE MPOTpecyrode 3aXBOPIOBAHHS, L0 XapaKTePU3YEThCs MU(DY3HOIO
aTpodi€r0 MIKPOBOPCUHOK TOHKOT KHMIIIKH, SIKa PO3BUBAETHCS BHACIIIOK HenepeHocumocmi Oinka
(enomeny) K1etKo8UHU 31AKI8.

[eniaxist — HAMOLIBLII YacTe reHeTHYHe 3axBopoBanHsa B €Bpomi (3-13:1000), e xBopie
6mu3bpK0 2,5 MitH ocib. B Itanii xBopie npubauzno 1 mroxuna 3 200, B Ipnanaii - 1 3 300. B oci6
KUTalChKOTO, SITOHCHKOTO Ta ahpUKAHCHKOTO TOXOKEHHsI XBOpoOa BUSABISAETbCA piako. B ITauii,
HAMpHKIAJ, JIe MeliaKis 3yCTpIidaeThCs 4acTo, 0OCTEXKYIOTh YCiX AiTel BIKOM 10 6 pOKIB s
CBOEYACHOTO BUSBJICHHS XBOpOOU

Lemiakis BBaXKaeThcss MyIbTU()AKTOPIATBHUM 3aXBOPIOBAHHAM. 3aXBOPIOBAHHS HAJICKUTh JI0
quciaa TUX, €TIONOris AKUX J00pe BHBUEHA. Y XBOPUX BiIMideHI MHiJBMIIEHA YYTJIMBICTH 1
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HECIPUSTIUBUIN BIUIUB TIIFOTEHY, IO MICTUTHLCS B JKUTI, MIIEHUIT, S9MeHi. SK BITOMO, Y MIIIEHUII]
MicTuThes Big 7 10 15% Oinka, 98% sikoro € riroreH. TOKCHYHI BIACTHBOCTI HA OpraHi3M Mpu
neniakii Ma€ TUIBKM TMPOJIaMiH, IO BXOJUTH 1O CKJIaay IJIIOTEHY pPa3oM i3 albOyMiHOM,
rio0ysiHoM Ta rimoreHiHoM. Haiibinpiie mpoxaMiny MIiCTUTBCS B TIpoci (55%), MIIeHuI Ta KuTi
(35-37%), B stumeni (10 10%), kykypyn3i (6%), a B rpeurti auiie 1%. [Tpoamin 3a cBOiM CKJIa1oM
HEOJTHOPITHMIA 1 IOTO TOKCHYHICTh Yy PI3HUX 3JaKax pi3Ha. Y TIIEHHI MpoJIaMiH Ha3WBAIOTh
TJIIQJIMHOM, Y JKHTI — CEKaJIMHOM, y SYMEH1 — ropieiHoM, y BIBCI — aBEHIHOM, Yy KyKypyI3i —
3efHoM. BeTaHOBNIEHO, IO MPOJIaMiH TPEYKU Ta KyKYPY/A3H HE BUKIIMKAE IETiaKii 1 He MICTHTb Y
CBOEMY CKJIaJIi POJIIHY.

3aXBOPIOBAaHHS HAJIEKUTh A0 MYJIbTH(AKTOPIaIbHUX 3aXBOPIOBAaHb. Y CTAHOBJIEHUM 3B 30K
MDK pU3UKOM 3aXBOproBaHHsA Ta aeskuMu antureHamu HLA-cuctemu II kinacy (B8, DR7, DR3<
DQ2, DQ8). Jlroau 3 TakMMM KOMOIHAIIIMH MalOTh T'CHETHYHY IH(QOpPMAIlif0, MO CIPHSE
CXWJIBHOCTI JI0 PO3BUTKY XBOopoOu. BcraHoBieHno micue postamryBanHs Jiokyca CELIACI nHa
xpomocomi 6p21.3, CELIAC2 na xpomocomi 5q31-33, CELIAC3 na xpomocomi 2q33. 3apas
HeMae CyMHIBY Ipo BaxxiuBy poib HLA-DQ2 ta HLA — DQS8 y mexaH13Mi pO3BUTKY LieJiaKii.
HeoOxinHO BIIMITUTH, IO MOKJIMBHUH 1 MpUAOaHUIN BaplaHT 3aXBOPIOBAHHS TIIOTEHUYYTJIMBOIO
EHTEepONAaTI€IO MICHs MePEHEeCEHNX KUIIKOBUX 1H(EKIif, TPUBAJIOT0 BUKOPUCTAHHS aHTHOIOTHKIB
(HEOMIIMHY Ta MOHOMIILIMHY), BRIPYCHBI XBOPOOH

JIIs aKTUBHOTO IIPOSABY Ileiakii moTpiOHe moeaHandg 3 GakTopiB: CIIAJIKOBOCTI, HASIBHOCTI B
K1 TIIIOTEHY 1 IYCKOBOTO YHHHHUKA (EMOINHUI CTpeC, BariTHICTE, OIepallid, BipycHa IH(EKIis).

CnoBo «BWJIIKYBAaTUCS» HE MIAXOAUTH MO ITi€l XBOpoOU. XBopwii MOke OyTH aOCOJIFOTHO
3I0POBUH TUTHKH 32 YMOBH CyBOPOTO JOTPUMAaHHS MI€TH BIPOJIOBXK YChOTO JKUTTSA. MiHIMabHE
ii mopymenHs (100 Mr TrIIOTEHBMICHOTO TPOAYKTY OJHOpPa3oBO abo 1/6 dalHOI JIOKKH
MIIIEHUYHOTO OOPOIITHA) MOKE MPU3BECTH JI0 TSHKKUX HACIHI/IKIB.

ATTIOTCHOBA JIi€Ta TPU3HAYAETHCS TMPOTATOM YCHOTO JKUTTS: TMOBHICTIO BHKJIIOYAOTHCS
JKUTHIN 1 MIIEHWYHUN XJ110, KPYyIT'siHI Ta KOHIUTEPChKI BUpOOU 3 OOpoIHa, KOBOACH, COCHUCKH,
M’sICHI KOHCEPBH, MallOHE3, MOPO3UBO, BEPMILIEIb, MAKaPOHH, IOKOJIA]], TMBO Ta iHII IPOYKTH,
IO MICTATh 3J1aKku. J[03BOJISIFOTBCS MPOAYKTH 3 PHUCY, KYKYPYA3H, COI, a TAKOX MOJIOKO, SHIIA,
puba, KapToIuIsi, OBOYi, GPYKTH, ATOAM, TOpiXxu. BriroueHHs 10 paimioHy M’sica, BEPIIKOBOTO 1
POCIIMHHOTO Maciia, MaprapiHy, KaBH, Kakao, 4aro 3aJIeKHUTh Bijl IHIUBIAyaIbHOT TEPEHOCHMOCTI
[UX MPOJIYKTIB.

6. Bpokenmii rimorupeos

Bpoaxenuii rimnoTupeo3 — KIIHIYHHI CUMIOTOMOKOMIUIEKC, 0OYMOBIIEHUI BPOIKEHOIO
rinoyHKIi€0 MIUTOMOA1I0HOT 3aJI03H.

Tepmin "Mmikcenema" oO3Hauae CIM30BHH HAOPSAK IIKIPM Ta MMIIKIPHOT KIITKOBUHH.
YacToTa BpOIKEHOTO TinoTupeosy cranopuia 1:2640.

[TpuurHM PUPOKEHOTO TIIOTUPEO3Y:

- MOPYIIEHHS MOP(OJIOTIUHOTO PO3BUTKY IUTOMOIIOHOT 3a7103H;

- TEHETUYHO JIeTEepPMIHOBaHI MOpPYIIEHHS O10CHHTE3y THUPEOiIHUX TOPMOHIB - AedekTu
(hepMEeHTHUX cucTeM (30KpeMa MepOKCHIa3H);

TupeoigHa HeZOCTaTHICTh MPOSBIAETHCS CIOBUIBHEHHSAM YCIX MpoOLEciB OOMIHY 3a
pPaxyHOK IMPUTHIYEHHS aKTUBHOCTI Pi3HUX (pepMeHTIB. BUIKOBMIA cIEKTp KpPOBi 3MIHIOEThCS B OIK
MIIBUIIEHHS TIOOYTiHOBUX (pakiiii 1 po3BUBAaeTbcd MYLUMHO3HMHA HaOpsk. [IpurHiuyerscs
BYIJIEBOJHHMIA Ta XKMPOBUNA OOMIH, MIIBUINYETHCA PIBEHb XOJECTEPHHY, TPHUIJILEPHIiB, Oera-
ninonpoTeinis. [Ipu oMy MOPYIIYETHCS TAKOXK BOAHUN Ta €IEKTPOTITHUI OOMIH.
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[Ipu rimoTHpeo3i 3HMKYETHCS CKOPOTIMBA 3/1aTHICTh MiOKap/a, 3MEHIIYEThCS CEPLICBHMA
BUKHJ. HaliOb I TSOKKI HACHIKH TIMOTHPEO3Y NPOSBISIIOTHCS FAJIbMYBAaHHIM PO3BUTKY TKAHUHU
MO3KY, 3MEHIICHHSAM WHOT0 Macd, MOPYIICHHSM MieliHi3aii npoBigHUX HUIsXiB. OcoOauBo
BIJJUYTHI TSDKKi MOPYIICHHS Y IITeH NEPIIMX MICALIB Ta POKIB KUTTSL.

VYci 111 mopyIeHHs: MPU3BOAATH JI0 PI3KOi 3aTPUMKH MICUXIYHOTO Ta (DI3UYHOTO PO3BHUTKY
TUTHHU.



	5. Целіакія  – хронічне прогресуюче захворювання, що характеризується дифузною атрофією мікроворсинок тонкої кишки, яка розвивається внаслідок непереносимості білка (глютену) клейковини злаків.
	При гіпотиреозі знижується скоротлива здатність міокарда, зменшується серцевий викид. Найбільш тяжкі наслідки гіпотиреозу проявляються гальмуванням розвитку тканини мозку, зменшенням його маси, порушенням мієлінізації провідних шляхів. Особливо відчут...
	Усі ці порушення призводять до різкої затримки психічного та фізичного розвитку дитини.


