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HACJIEACTBEHHBIE 3ABOJIEBAHUS ITPU HEXBATKE
®EPMEHTOB

Byrbuinn MLI'., cTyaeHT 2 Kypca (pakyabTeTa BeTepHHAPHOM
MeJIMIMHbI 1 0MOTeXHOJOTHH
Hayuwnblii pykoBoautenb — Pemerankosa C.H.,
KAHAUJAT CeIbCKOX03AHCTBEHHBIX HAYK, JOLCHT
®T'BOY BO YabsaHoscknii 'AY

Knrouesvle  cnosa:  ¢hepmenm,  cememuueckas — mymayus,
Memaboauueckoe 3abonesanue, Qenunrkemonypus, 6onesns [ upke.

B cmamuve co6opumcs 0 HacredcmeeHHbIX 3a601€6AHUAX, GbI36AHHBIX
Mymayuell 2eHO8 npu KOMOPLIX UMeemcsi HeOOCmAmox (hepmMeHmos u
BbI36AHHOC IMUM HAPYUICHUE PA3GUMUSL U 0OMEHA 6EUjeCm.

BBenenne. HaciencrBennnlie 3a001€BaHus, CBI3aHHbBIE C HEXBATKOM
(hepMEHTOB — SH3UMOTIATHH - SBJISIOTCS TEHETHUYECKIMH HapyIICHUSIMHU, IPH
KOTOPBIX OpraHu3M He BbIpaOaThIBaeT HWIM HE HMEET JOCTATOYHOTO
KOJINYECTBa ONpe/IeNeHHbIX GpepMeHTOB. DepMeHTHI - 3TO OeNKH, KOTOphIe
YCKOPSIIOT XMMHYECKHE peakluu B opraHusMme. be3 QepMeHTOB MHOrHe
JKM3HEHHO BaKHBIE TMPOIECCHl B OpraHu3Me HE MOTYT IPOUCXOIHUTH
JIOJDKHBIM 00pa3oM.

Januble 3a0oneBaHWs MOTYT OBITh  BBI3BaHBl  PA3IHMYHBIMU
TCHETUYCCKNUMU MYTallUAMHU. Syt MyTalyuu MOT'YyT NPHUBECTU K TOMY, UTO
(dhepMeHT He BbIpabaThIBaeTCs BOOOIIE, BRIPA0ATHIBACTCS B HEIOCTATOYHOM
KOJINYECTBE WJIM BBIPA0ATHIBAETCS B HEAKTUBHOM (hopMme.

Heas pa6orbl. BeimmomHUTE 0030p HACIEACTBEHHBIX 3a00NeBaHHN
BBI3BIBAIOIIMX SH3UMOIIATHH B OpraHU3ME.

PesyabraTsl uccaenopanuii. /lannble 3a005eBaHUsI CPAaBHUTEIBLHO
HEMHOTOYHCIIEHHBI ¥ XOPOIIO M3Y4eHbl. B 3T0i cTaThe npuBeaeHs! TOIBKO
HCKOTOPLIC U3 HUX.

Boue3ns I'mpke. HacnencrBenHoe merabonunyeckoe 3a0osieBaHHME,
nepesaromeecs IO ayTOCOMHO-PELIECCHBHOMY MEXAaHU3MY, BBI3BAHO
MYTalMsIMH T€HOB, KOAUPYIOLINX EUYCHOUHbIH ()epMEHT, OTBETCTBCHHBIH 32
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IpeBpalleHNe INIMKOTreHa B TIII0K03Y - Tpu u3MeHeHnu rena GOPC HapymieHo
MPOU3BOJICTBO TIIFOK030-6-(ochaTassl, NP U3MEHEHUU B CTPYKTYpe T'eHa
SLC37A4 — cuntes 1110K030-6-(hocaTTpaHCIOKa3bI.

Hapymenue npons3BoAcTBa Ii0K030-6-pochaTassl WIH TIIFOK030-6-
¢docoarTpaHCcIOKa3bl  MPUBOJUT K  THIIOTVIMKEMHH, JIAKTOAUIO03Y,
rernaToMerajiy U THIOTIMKEMIYECKUM CyA0poraM. XapakTepHbIe IPU3HAKN
3a00JIeBaHMs BKIIIOYAIOT OOJIBIION XKHMBOT, 33/IEPXKKY POCTa, THIIOTPOQHIO,
nepepacrnpe/iejieHie JKUPOBOM TKaHW, «KYKOJBHOE» JIMIO, JHapero,
KCaHTOMBI Ha TeJle U IereHEePaLUIo CeTYaTKH.

Juarnocrtrka 3a00JeBaHusl OCHOBaHa Ha aHaJIM3aX KPOBH M MOYH, a
TAaKXXE Ha 6I/IOHCI/II/I neyeHu. JledeHue BKIOYaAET JUETy C BbBICOKUM
COZIEpP)KaHUEM YTJIEBOJIOB M HU3KHM COJIEPYKAHUEM JKUPOB, a TaKKe MPHUEM
JICKApCTBEHHBIX MPENaparoB JUId KOHTPONIS YPOBHS caxapa B KPOBH H
MIPeIOTBPAICHHS OCTIOXKHEHuUH. [1,2]

DeHUWIKETOHYPUS (060.1e3HB DenIMHTA,
(ennnnuposunorpagnas  onurogppenus). DOEHUIKETOHYpHS - ITO
reHeTndeckoe 3abojeBaHue, OOYCIOBICHHOE JEPHUIUTOM (QepMeHTa
(eHmnanaHH-4-ruIpOKCHIas3bl, KOTOPBI y4YacTBYeT B NpEBpaICHUN
(eHMNaNaHMHA B THPO3WH. OTO HapylIeHHE NPHBOAUT K HAKOIJICHUIO
(¢eHnnanaHiHa M ero MeTabOJMTOB B OpraHM3Me, 4YTO OKa3bIBaeT
TOKCHYECKOE BO3JCHCTBUE HA LIEHTPAJIBbHYIO HEPBHYIO CUCTEMY.

Yariie Bcero K pa3BUTHIO (PeHUIIKETOHYPUH MPUBOJIUT MYTAlIlUs TeHa,
KoAupymomero GepMeHT (eHITaTaHNH-4-THIPOKCHIIAa3y U PACTION0KEHHOTO
Ha JIIHHHOM Tuiede 12 xpomocomsl (1okycl2q22-q24.1).

Henocrarounocts ¢depmenTa  (eHMNANAUMH-4-THIPOKCHIA3bI]
MIPUBOJUT K HApYIICHWIO OKUCICHUS (DeHWIATaHWHA, MOCTYHAIOIIEro C
MTUIIEH, B pe3yIbTaTe Yero ero KOHIEHTPALHs B KPOBU U CIIMHHOMO3TOBOH
YKUJKOCTH 3HAYUTEIBHO BO3PACTacT, a YPOBEHb THPO3UHA COOTBETCTBEHHO
najgaer

Knunnyeckue mnposiBiieHUs! (EHUIKETOHYPHH 3aBUCAT OT CTEHEHH
TSDKECTH 3a0oneBaHus. Y eTei ¢ Kiaccuieckoi popMoii HeHUIKETOHYPHUU
HaOMoJaeTcsl TsKeNask yMCTBEHHAs OTCTaNOCTh, CYAOpPOTH, HapyIIEHHs
MOBENICHNSI W TICHXWYECKHE paccTpoiictBa. Y gereil ¢ Oosee JerKuMU
(dhopmamu 3a0051eBaHIS MOTYT OBITh MEHEE BBIPAKEHHBIE CHMITTOMBI, TAKHE
KaK 3a/Iep>KKa Pa3BUTH, HAPYIICHHUS PEYN U BHUMaHHUS
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K  ¢denorunmueckuM  0coOEHHOCTSIM  JIeTEH,  CTpajaloliux
(heHMIIKETOHYpHEH, CIeyeT OTHECTH CBETIIYIO KOXY, IJ1a3a U BOJOCHL. J{is
pebenka ¢ (eHHIKETOHypHeW XapakTepHbl —crenuduueckas mo3a
«TIOPTHOTO» (COTHYTHIE B CyCTaBaX BEpXHHUE U HIYKHIE KOHEYHOCTH ), TPEMOP
PYK, ITaTKast, CeMEHSIIas IOXO0AKa, THIIEPKHHE3HL. [3]

BriBoabI. HacaencrBenHsble 3a00JIEBaHUS, BBI3BaHHBIE
HEAOCTATOYHOCTBIO  (PEPMEHTOB,  NPEACTABISIIOT  COOOH TPy
TeHEeTHYECKNX HapyIIeHHH, KOTOpPbIE BO3HHUKAIOT M3-3a JIe(EKTOB B IeHaX,
Koaupyomux (GpepMeHTsl. DepMeHTHl UTPAIOT BaKHYIO POJIb B PA3IMYHBIX
OMOXMMHUYECKHX TIpoleccax, IMPOMCXOAAIINX B OpraHu3Me YeIOBeKa.
HenocrarouyHocTh (hepMEHTOB MOXKET NMPHUBECTH K HAKOIUIEHHIO BPETHBIX
BEIIECTB WM K HapyIICHUIO CHHTE3a HEOOXOAMMBIX JMJIsl OpraHu3Ma
COCIUHEHU.

Hacnencrennbie 3a0oneBaHus TpU HeXBaTke (EPMEHTOB MOTYT
MIPOSIBIISITBCS PA3NIUYHBIMI CUMIITOMaMH, B 3aBUCUMOCTH OT IOPa’KEHHOTO
(depmenTa.
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The article talks about hereditary diseases caused by gene mutation
in which there is a lack of enzymes and the resulting developmental and
metabolic disorders.
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