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HACJIEOQCTBEHHBIE BOJIESHA
OBMEHA BELLECTB

« K HacTosAWeMY BpeMeHN n3BecTHO bonee 2500 HacneacTBEHHbIX
depmeHTonaTum, 20 KNaccoB HacnNeaCcTBEHHbIX bore3Hen obmena, HO
TONbLKO ANA YacTu U3 HUX (an4a 300) ycTaHOBIIEH TOYHbIN YPOBEHb
mMeTabonuyeckoro brnoka u xapakrtep dpepmeHTaTnBHoro gedekra. [lo
cux nop dorbluas YacTb 3TUX 3aboneBaHnin He ANarHOCTUPYETCS UNK
BbISIBNSIETCA NO34HO, KOoraa npovclleumne HapyLeHnst HOCAT
HeobpaTuMbIn XapakTep. OgHa n3 TpyaHOCTEN paHHEN ONarHOCTUKN
3aKrroyaeTcs B TOM, YTO B Nepunog HOBOPOXOEHHOCTU Y 3TUX AETEN
HET crieununyecknx paccTpoucTs, a No3aHMe rNPoABIeHnd
dheHOTUNNYECKN CXOXKM C 3aboneBaHNAMN HEHACNEACTBEHHOIO
reHe3a. Bropast o0coOEHHOCTb COCTOUT B TOM, 4YTO ANs
HacneacTBeHHbIX 3aboneBaHnn 0OMeHa BELLIECTB XapaKkTepeH
KITMHUYECKUIM noniumopdunsm, 0bycrnoBrieHHbIN reHETUYECKOU
rETEPOreHHOCTbI. DTO OOBACHAETCA HANNYMEM MHOXECTBEHHbIX
n3oansenbHbIX MyTaumin 1 BOSMOXXHOCTLH BO3HUMKHOBEHMA MyTaUNK B
PasHbIX reHax.



* KNnnHnyeckune nposiBneHnsa HacneacTBeHHbIX bore3Hen obmeHa
BeLLeCTB BO MHOIOM ONpenenarTca nopaxeHnem HepBHON CUCTEMBI
(0cOBEeHHO Npu HapyLIeHNAX 0bMeHa aMUHOKUCIIOT, MMMNO0B U
KMCNbIX MMUKO3aMWHO-TIIMKaHOB), YTO B CBOO oYepenb, yCunnBaeT
NMeLoLLMECS HapyLLEHUA N yCyrybnsaeT TSXKECTb KITMHNYECKUX
npossrieHnn 3aboneBaHns. [nsa AgnarHOCTUKN HacneacTBEHHbIX
bonesHen BaxxeH aHarnm3 HEBPONOrMYECKNX CUMNTOMOB, OCODEHHO
Ha paHHUX CTaguax pa3BUTUA, U pasrpaHnveHne nx ot peHoKonuun-
3aboneBaHnin HeHacNeacTBEHHOW NPUPOALI CO CXOOHOW
KNMUHUYECKOWN KapTUHOW. BaxxHOe npakTnyeckoe 3HavYeHne MMeeT
BblABJIEHNE reTepPO3UroTHbLIX HOCUTENen MyTaHTHOIo reHa npwu
HacrneacTBeHHbIX bone3Hsax. Hanpumep, npu vactoTte
doeHnnKeToHypumn 1:10 000, MyTaHTHbIV reH BCTPeYaeTca B
nonynaunm 1:50. [eTepo3nroTHoe COCTOAHNE MOXET KIMMHNYECKU He
OoOHapyXmnBaTtbCs, MO3TOMY BbISIBNEHNE YMEPEHHO BbIpaXKEHHbIX
N3MeHeHU metabonnama sBnseTca eQUHCTBEHHbIM YKa3aHUEM Ha
Harnmyne MyTaHTHOrO reHa.



HacnencreseHHble O0nesHu
obMeHa aMUHOKUCIOT

AMWHOKNCNOTbI ABASAKOTCS OCHOBHbLIMU CTPYKTYPHbLIMU
anemMeHTamMm 0enkoB, He0bXxoanMbIl AN CUHTEe3a

NMMYHOTITI00YNTMHOB, FOPMOHOB, Cy>XaT NUCTOYHUKOM 3HEPTUMN.
Kaxxgbin dpepmMeHT nnmn 6enok nmeet crneumdunyeckme CBoOUCTBa

N OYHKLMN, KOTOPbIE ONPEAENSoT U PErYNNPYIOT CIIOXKHbIE
oOMeHHbIe NpoLEeCcChl 1 pa3BUTUE opraHn3mMa.

*4acTb aMUHOKUCIIOT HE MOXET CUHTE3NPOBATLCA B
OpraHmMame 4YenoBeka. 9TO He3aMeHUMbIE aMUHOKUCIIOTbI:
TpunToaH, peHnnanaHnH, METUOHUH, NMN3NH, NENLINH,
N30MenuUuH, BanuH 1 TpeoHnH. B geTckom Bo3pacTte K nx
4YMCny OTHOCUTCSA MMCTUONH, T.K. OpraHn3m pedeHka He
MOXET CUHTE3NPOBATb 3TY aMUHOKUCIIOTY B HEODXOAUMbIX
Onsi HopMarnbHOro pocrta konnyecteax. KneTku pacTtyLwmx
TKaHeW coaepkaT aMUHOKUCIOThI B BbICOKUX
KOHLIEHTPpaUKUAX, YTO ABNAETCH CBUOETENNbCTBOM BbICOKOW
MHTEHCMBHOCTM NPOLECCOB TPaHCNopTa aMUHOKUCTIOT



« 1Nna obecnevyeHnss HOpMarnbHOro pocTa 1 Pa3BUTUSA BaXKHO HE TONbKO
KONMUYeCcTBO NOCTYNaKLWMX aMUHOKUCIIOT, HO U UX COOTHOoLLeHKe. Mpu
N30bITKE UNU HeJocTaTKke aMUHOKUCITOT pa3BUBaOTCS ABMNEHUS
aMWHOKMcoTHoro ancbanaHca. Hanpumep, n3dbITOK NenumMHa B nuLLe
TOPMO3UT POCT OpraHn3ma, METUOHMHA- BbI3blBaeT TOKCUYECKOE

nopaxeHne HEPBHOM CUCTEMbI, LMCTUHA- CNOCOBCTBYET PasBUTUIO
XUPOBOWN MHPUNBLTPALUN NEYEHN.

 Takum obpas3om, HapyLleHMss MeTabonmama aMMHOKUCITOT NPUBOAAT K
HapyLLUEHNIO HOpMaribHOro YHKLMOHMPOBaHUS OpraHM3ma YenoBeka.



HacnegcTBeHHbIE HApyLLIeHNs ObMeHa
aMMWHOKUCIOT

* (KO.WN. bapawHes, FO.E. Benstuiies, 1978 r.)

* 1. HacneacTBeHHble HapyLLEeHUs obMeHa aMUHOKUCOT,
COMPOBOXAAKLMECS YBENTUYEHNEM UX KOHLEHTPALMN B KPOBU U
MoYe: DEHUNKETOHYPUS, TMCTUAMHEMUS, TPMNTOhaHypus, bonesHb
"KneHoBoro cupona", OpHUTUHEMUS, LUTPYIIINHEMUS U AP.
HacnenoBaHue, B OCHOBHOM, MO ayTOCOMHO-PELIECCUBHOMY Tuny. B
OCHOBE pa3BUTUS 3ab00neBaHn NEXUT HapYLLEHNE CUHTE3a UNK
CTPYKTYPbI TEX UMW NHBIX DEPMEHTOB.

2. HacnencTBeHHbIe HapyLLEeHNst 0OMeHa aMUHOKUCIOT,
COMPOBOXAAKLMECS YBENUYEHNEM UX BblAeNeHns ¢ modon 6e3
N3MEHEHUSI YPOBHSA B KPOBW: TOMOLINCTUHYpPUS, runodocdaTtasus,
apryuHocykuuHataunaypus n ap. MNMpu AaHHbIX 3H3MMONAaTUSX
HapyLleHO obpaTHOEe BCacbiBaHUE B MOYKaX, YTO NMPUBOOMT K
YBEMNYEHUIO UX COOdEP)KAHNSA B MOYE.



*3. HacneacTBeHHbIE HApPYLLEHNSI CUCTEM TpaHcnopTa
aMUHOKUCIIOT: UNCTUHYPUA, TpunToaHypusi, bonesHb apTHeNna u
ap. K aton rpynne oTHOCATCS 9H3MMOoNaTum, pasBuUTnE KOTOPbIX
00yCnoBNeHO CHMKEHMEM peabcopbumm aMMHOKUCIIOT B NOYKax u
KNLLEYHUKE.

4. BropnyHbie runepammHoumnaypumn: cmHapom GaHKoHu,
dopykTO3EeMUSA, ranakTolemms, 6ornesHb BunbcoHa-KoHoBanoBa u
ap. Npu gaHHbIX COCTOAHUAX BO3HUKAET BTOPUYHAs
reHepanumaoBaHHas rurnepammHoaumnoypus B pesynerarte
BTOPUYHBIX TYOYNSPHbIX HApyLLEHUN.



denunnketonypua (PKY)

*Brnepsble onncaHa B 1934 1. Folling nog HazBaHUEM
"peHnnnupoBuHorpagHasa umMoeumnbHOCTL" . Tun
HacrnegoBaHWUA - ayTOCOMHOpeLeccmBHLIN. HYacToTa
3aboneaHua cocTaBnget 1:10000 - 1:20000
HOBOPOXAEHHbIX. [1IpeHaTanbHbI AMarHo3 BO3MOXEH Npw
NCNOJTb30BaHNN rEHETUYECKMX 30HO0B 1 DMONCUn BOPCUH

XOpUOHa

K pa3sBuTno Knaccu4eckom KrnmHU4eCcKkom KaptuHbl npu OKY
NPUBOAUT HEAOCTATOYHOCTb dPeHUNanaHHriMapoKcunassl u
HeQOCTaTOYHOCTb peayKTasdbl AUrMaponTepuHa- 2-ro

epMeHTa, obecnevynBaroLLEero rmapoKcunmpoBaHme

eHmnanaHunHa. VIx HegocTtaTok NPMBOAUT K HAKOMNEHUIO

eHunanaHuHa (PA) B XXnaknx cpegax opraHmama (cxema
1). Kak nssectHo, A oTHOCUTCA K HE3aMEHUMbIM
aMuHokucrnoTtaMm. [locTynatoLwmn ¢ npoaykramMmu NMTaHUA u
He Ucnonb3yeMbln ANsg CUHTE3a benka, OH pacrnagaeTcs no
TMpo3nHoBomy nyTu. INpu OKY HabrnogaeTca orpaHnyeHne
npespalleHns @A B TUPO3NH U, COOTBETCTBEHHO, YCKOPEHNE
ero npespalleHna B peHUnnmMpoBmMHoOrpagHyr KUCNoTy u
opyrvue KeToOHOBbIE KUCTOThI.



[TaTodomnsnonorus

* 1306bITOYHO NOTPEDNAEMbIN PeHUNanaHuH (T.e. He
NCNONb3YLWNUNCA AN CMHTE3a berka), Kak npaBurio,
npeobpasyeTcs B TUPO3UH peHunnanaHnHriugpokcmunasy;
TeTparnapodbuontepuH (BH4) aBnaetca HeobxoanmMbIM
KodpakTopom B AaHHOU peakunmn. Korga oaHa U3 HECKOSTbKUX
MyTauum reHa NpnBoOAUT K He4OCTaTOYHOCTN UNK
OTCYTCTBUIO peHMNanaHnHringpoKkcmunasbl, NpoucxoanT
HaKorneHme notpebnaemoro peHnnanaHnHa; Mosr
SIBNSIETCA OCHOBHbIM NOBPEX4aeMbIM OpraHoOM, BO3MOXHO,
N3-3a HapyLUEHUSA MUENUHU3ALUN,

* HekoTopbin n3bbITOK oeHnnanaHnHa metabonmanpyeTcd B
dPEHUSKETOHbI, KOTOPLIE BbIBOAATCS U3 OpraHn3mMa ¢ MOYoWn,
4YTO NPUBOLUT K Pa3BUTUIO PeHUNKeToHypun. CterneHb
oeduumTta doepmMmeHTa U, cnegoBaTernbHO, TSXKECTH
rmnepdeHnnanaHnHeMnmM BapbUpyeTcsl cpeamn NaunueHToB B
3aBUCUMOCTM OT KOHKPETHOW MyTaL M.



BapuvaHTbl 3aboneBaHus

*XOTA NOYTU BCe cny4dan (98—99%) OKY
pa3BMBalOTCA B pe3ynbrarte gedpuunta
doeHunanaHuHrngpokcmnasbl, eHunanaHuH
TakXke MOXET HakannmmBaTbCs, ecnu BH4 He
CUHTE3NPYETCHA U3-3a HEOOCTATOYHOCTH
OUrnaponTepuH CUHTasbl UK He
pereHepupyeTcs n3-3a He4oCTaTO4YHOCTH
aurngponnpuanH peaykrtasol. Kpome toro,
NOCKONbKY BH4 Takke aBndeTcd KodbakTopom
TUPO3NHIMOPOKCUAa3bl, y4aCcTBYOLLEN B
CUHTe3e godPamMmnHa n cCepoTOHUHA, AedPULNT
BH4 n3amMeHsaeT CMHTE3 MeanaTopoB,
Bbl3bIBalOLLIMX HEBPOMNOrM4eckme CUMNTOMbI
Hel’laBUCUMO OT Hakonnernsa cheHnnanaHnuHAa.



KnunHnyeckue NnpoABIIeHUA

*BONbLWNHCTBO AeTeN C PEHUNKETOHYpMEN npu
POXOEHNN HOPMarlbHbIE, CUMIMTOMbI U MPU3HAKK
NOABMAIOTCA NOCTENEHHO, B TEYEHUE HECKOSBbKNX
MecsLEB, NO Mepe HaKonmeHna goeHunanaHmHa.
OTnnuunTenbHas vYepTa HernedeHou PKY — Tsaxxenas
YMCTBEHHAs OTCTANOCTb. Y AeTeN TakKe BO3HUKAT
KpauHASA rmnepakTUBHOCTbL, HApyLLUEeHWe NOXOAKN,
NCUXO03bl, YACTO BO3HMKAET HENPUATHLIN « MbILLUUHbLINY
3anax Tena, obycrosneHHbIn EHUITYKCYCHOM
KMCNOTOW (NPOAYKT pacnaga goeHunanaHmHa) B Move
n note. Kpome Toro, 4etun, Kak npasuno, UMetoT boriee
CBETNYH KOXY, BOMOCHI U LBET Masa, 4Yem
HenopaXXeHHbIE YSieHbl CEMbU, N Y HEKOTOPbIX N3 HUX
6osie3Hb MOXET NPOABNATLCS ChIMNbIO, MOXOXEWN Ha
MITageHYEeCKYHo 9K3eMy.



IInarHocTuka

* PYTUHHBIN HEOHaTasbHbIN CKPUHWHT
* YpoBHU peHnnanaHnHa

* B CLLUA n MHOrnx pasButbixX cTpaHax, BCEX HOBOPOXAEHHbIX
obcrenytoT Ha PEHUNKETOHYPULO B TEYEHME 24-48 YacoB nocne
POXAEHUA, NPOBOAS OAUH N3 HECKOSbKNX aHann30B KPOoBWU;
OTKITOHAKOLWMECH OT HOPMbI peayribTaTbl NOATBEPXKAAKOT
HenocpeaCcTBEHHbLIM N3MepeHNEM YPOBHA peHnnanaHuHa. B
krnaccuyeckom OKY ypoBHU beHunanaHmHa y HOBOPOXAeHHbIX YacTo
cocTtasnawoT > 20 mr/an (1,2 mmonb/n). Te, y KOro eCTb YaCTUYHbIN
HeJoCTaToK, Kak NpaBuno, UMeKT YPOBHU < 8—10 Mr/an, B TO BpeMs
Kak Ha 0bbI4YHOW OMeTe YPOBHU > 6 Mr/On y>xe TpedyoT nevyeHns; ans
oTnuyuna ot krnaccunveckon PKY tpebyerca aHanms mytauun,
NOEHTUPUNLNPYIOLWLNINA HE3HAYNTENBHbIE MYyTaL UM reHa UInn, pexe,
N3MepeHne akTMBHOCTN doeHUNanaHnH-rugpoKcunasbl NeYeHN,
KOTOPOE NoKa3biBaeT YpOBEHb aKTUBHOCTU B 5—15% OT HOpManbHOrO.

 ledonunt BH4 otnuyaetca ot apyrux dpopm PKY nosbilLieHHbIMU
KOHLUEHTpaunamMm bnontepuHa nnm HeontepmHa B Mo4e, KpOBUY,
CMNHHOMOS3rOBOW XXNOKOCTU UMM BO BCEX 3 XXMOKOCTSX; TaKKe MOXHO
MCNorb30BaThb reHeTUYeCcKoe TecTupoBaHue. Pacno3HaBaHne BaXHo,
BrMonTepuHOBLIN NPOdUITb MOYU NMPU NEPBUYHON AUArHOCTUKE HYXXHO
onpenensTb peryrsapHo, NOCKOMbKY cTaHaapTHoe fiedeHne PKY He
npenoTBpalaeT HEBPOSTIOrMYECKNE NOBPEXOEHUS.

 [lInarHoCTUKY y AeTen B CeMbAX C NONOXUTENbHBIM CEMEUHbIM
aHaMHe30M MOXHO MPOBOAUTL NpeHaTasibHO C MOMOLLbIO MPAMOro
nccnenoBaHna myTtaLuum nocne buoncum xopmoHa nnm
aMHMoueHTesa.



[lporHos

*AQeKkBaTHOE fiedeHne, HadaTtoe B NepBble OHU XXU3HU,
npeaoTBpaLlaeT BO3HUKHOBEHUE TAXENbIX NPOABIEeHUN
3aboreBaHusA. TeM He MeEHEE YMEPEHHbLIN KOTHUTUBHbIN
nepuumnt n npobnembl C NCUXNHECKNM 300POBLEM BCE
eLle MOryT BO3HMKaTb Aa)ke Npu XxopoLlemMm ANEeETUYECKOM
KOHTpone. JledeHne, Ha4aToe nocne 2-3 neT, MOXeT
ObITb 9O IEKTUBHO TOSTBKO B KOHTPOJSIE KpanHemn
rMNepakTUBHOCTU U HE KYMUPYEMbIX CyO0pOr.

«[leTn, poxXaeHHbIe OT MaTepen ¢ NNoxo
KOHTponmpyemon OKY (T.e. uMeroLwmnx BbICOKUN YPOBEHb
doeHnnanaHuHa), BoO BpemMa 6epeMeHHOCTN UMEIOT
BbICOKMW PUCK MUKpouedranun u 4edeKToB pasBUTUS.



 CyLluecTBOBaHME pasnnyHbIX KIUMHUKO-ONOXMMUYECKUX
BapnaHToB OKY 00bsACHAETCA TEM, YTO
doeHunanaHnHrnapokcmnasa ABnsieTcs YacTbio
MYNbTUPEPMEHTHON CUCTEMBI.

PasnuyaltoT criegyowmne gpopmbl PKY:
1. Knaccuyeckas

«2. CKkpbITas.

3. ATUnn4yHas.



* Pa3Butne aTunmnYHbIX U CKpbITbIX doopm PKY cBA3bIBAKOT C
HeOOoCTaTOYHOCTbIO (peHUanaHMHTpPaHcaMnHashbl,
TUPO3NHTPaHCaMMHAa3bl N OKCUAasbl
naparnapokcneHmnnnmpoBuHorpagHon kncnotbl. AtunnyHaa OKY
0ObI4YHO HEe conpoBOXaAaeTcAa NopaxeHMeM HEPBHOM CUCTEMbI B
pes3ynbsraTe No3gHero pa3snTna pepmMeHTaTUBHOro gedekTa.

* Y XEHLUUH C PEHUNKETOHYPUEN BO3MOXHO pOXOeHNE AeTeN C
MUKpouedpanueun, 3agepXkom yMCTBEHHOIo pas3BuUTUS,
HapyLUeHNAMUN pa3BUTUS MOYEBLIAENNTENBHOU CUCTEMbI, MO3TOMY
HeobxoAuMOo Ha3HavYeHne gmeTorepanmm Bo BpemMsa bepeMeHHOCTH.



Bce 3aboneBaHmsa B 3aBUCUMOCTU OT
HapyLleHus1 Buaa obMmeHa BeLLEeCTB MOXXHO
pasgenuTb Ha crieayoLwmne rpynnbl:

*HapyLleHNa obMeHa NMNMUAOoB (NMMNMao3bl, riekogncTpodnm)

*HapyLeHnst obMeHa aMUHOKUCIOT ((DEHUITKETOHYPUS,
rOMOLINCTENHYPUSI, anKanToOHYpUsi - DONE3Hb «KNEeHOBOIo
cupona», anbbuHnam, NnenynHo3, IMcTUaONHEMUS 1 ap.)

*HapyLleHUs1 oOMeHa yrneBoAoB (ranakro3emusl,
rMUKOreHo3bl, MyKononucaxapmuaosbli u ap.)

«©0one3Hn NypruHOB 1 NUPUMNANHOB (OpoTOBas auuaypus)

*b0nesHn BMocrHTE3a KOPTUKOCTEPONIOB
(agpeHoreHnTarnbHbI CUHAPOM, TMN0anbA0CTEPOHU3M 1 AP.)

*60ones3Hn NnopprpruHOBOro n UNMPYoNMHOBOro oobmMeHa
(nopdumpun)

«6one3Hn metannos (bone3sHb BunbcoHa-BecTdans-
KoHoBanosa)

*6ornes3Hb MapdaHa



Mo TNy HacnegoBaHUS BblOENAOT
crnegyloLne BapmaHThbl:

* MOHOreHHble 60Ne3Hn ¢ ayTOCOMHO-AOMUHAHTHbLIM TUMOM
HacrnegoBaHus (bonesHb MapdaHa)

* MoHOreHHble 601e3HM ¢ ayTOCOMHO-PELECCUBHBIM TUMOM
HacnenoBaHUs, KOTOPbIe BKIHOYaloT:

* HapyweHnsa obMeHa aMMHOKUCIIOT
* HapyLweHnsa oomeHa yrneBoaoB

* Hanbonee pacnpocTpaHeHHOW rpynnon aBnsoTcs 6onesHu
HaKOMMEHNA UNu Te3aypucmosbl. ATa rpynna 3abonesaHnn
obycnosrieHa HegoCTaTKOM NI30COoMaribHbIX PEPMEHTOB U
NPOSABMAETCA NPOrpPeCcCUpPYoLLIMM OTITOXXEHNEM BELLIECTB
onpeaeneHHoro Tura B KreTkax pasrnmyHbiX TKaHen, 0CO6EeHHO B

JNin3ocomax.



Cnacunbo 3a BHUMaHue!




