HNudopmauus 151 maumeHTa
3a0os1eBaHUs M3 TPYIIIbI, HAPYIIEHU IIUKJIA MOYEBUHbI
Yro Takoe HAPpYIIEHUS IIUKJIA MOYEBUHBI?

Benku cocTosT n3 aMUHOKKCIIOT. B cityuae HapyIieHHid ITUKIa MOYCBHUHBI, IPU PacIaze
AMHHOKHCIIOT B Opranu3Me (peakiuuu karabonnsmMa) o0pasyercst KpaliHe TOKCHYHOE BEIIECTBO, KOTOPOE
Ha3bIBaeTCS aMMOHHUA. J[Jst TOTO, YTOOKI €ro clieNaTh MeHee TOKCUYHBIM M BRIBECTH U3 OPTaHH3Ma, B
KIIeTKaX (Tpex/ie BCETO B KJIETKAX IMEUeHH) AEUCTBYET 0co0ast Mernoyka OMOXIMHYECKUX MTPEeBPaIICHUH,
KOTOpasi Ha3bIBACTCs IIMKI MOUEBUHBI HiH UK Kpebca-I'eH3eneiiTa Wi OpHUTHHOBOTO IHKJIIA.

B xope nmocnenoBaTenbHBIX PeaKIIHid MPEBPAIICHUS OJTHOW aMUHOKHCIIOTHI B IPYTYIO, HOHBI
aMMOHHS TIPEBPAIIAIOTCS B MOYEBHHY — BEIIECTBO COBEPIIEHHO HE TOKCUYHOE M OBICTPO BHIBOJISIIICECS
IMIOYKAMH.

BrocuHTe3 MOYEBHHEI SIBIIIETCS OCHOBHBIM MEXaHU3MOM «00E3BPEKMBAaHUS aMMHAKa) B
opraam3me. MoueBrHA BRIBOJIUTCS C MOYOH B KAUECTBE TTABHOTO KOHEYHOTO MTPOAYKTa OEITKOBOTO,
COOTBETCTBEHHO, aMUHOKHCIIOTHOTO, 0OMeHa. OCHOBHBIM MECTOM CHHTE3a MOUYEBUHBI SBISIETCS MIEYCHb.
Peakiuu cuHTE32 MOUEBHHBI TIPEICTABIISIOT COOOM ITUKJI, ITOJIYUMBIIHMHA B JIUTEPAType Ha3BaHUE
OPHUTHHOBOTO IKKJIa KpeOca viu 1uKIIa MOYEBUHBI.

Hapymenns B pabote JaHHOTO UKJIA HA JTFOOOM 3Tarle, BCIeICTBHE HEIOCTATOYHONH aKTUBHOCTH
(hepMEHTOB, MPUBOJIAT K HAKOTUICHHUIO aMMOHHUS B KpoBH. [locieiHui B CBOIO OYepe/lb OKa3bIBaeT
TOKCHYECKOE JICHCTBUE HA IEHTPAIbHYIO HEPBHYIO CUCTEMY, BBI3BIBAsI OTEK BEUIECTBA TOJIOBHOI'O MO3Ta,
YTO MOXKET NMPUBECTU K CMEPTH MMAIIMCHTA.

B yeM npuuMHAa HAPpYLIEHUI MKJIA MOYEeBUHbI?
Bce HapylICHUsA 1IUKJIIa MOYCBUHLBI — HACIICACTBCHHBIC 3a00/1€BaHus.

Bce napymieHus 1iiKi1a MOUYEBUHBI HACIEAYIOTCS TI0 2y TOCOMHO-PEIIECCHBHOMY THITY, KpOME
HepoctatogHocTH OTC, KoTOpast UMEeT CUETUICHHBIN C MOJIOM (X-CIeTUIEHHBIN ) THIT HaCTIeT0OBaHMSL.

[Ipu ayTOoCOMHO-pElieCCHBHOM THIIE HACIEAOBAHHS 002 POJUTEIS SBISIOTCS HOCUTEISIMH
MYTallud, HO He OOJIEIOT, T.K. Y HUX €CTh BTOpas KOIUs 3J0pPOBOT0 reHa. Puck poskaeHus: 00JbHOTO
peOeHKa B JaHHOM clly4yae cocTaBiisieT 25% Ha KaxIbli ciaydail OepeMeHHOCTU. bonbHO# pedenok
HacJieyeT OJHY KOIHUIO «O0JILHOIO» T'eHa OT 0TLAa U OIHY — OT MaTepH. 3a00jIeBaHue MPOSBIIACTCS
TOJIBKO B ClTy4yae HaJIM4HMs IBYyX KOIMH MMOBPEXACHHOr0 reHa. MalburKy M JEBOYKH OOJIEIOT C

OJIMHAKOBOM 4aCTOTOM.
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[Ipu senocrarounoctr OTC - THIT HAacHeTOBaHUNA X-CIIETUICHHBIA. JTO 03HAYAET, YTO TeH
3a00JIeBaHUsA HAXOIUTCS Ha X-XpoMocoMme. Kaxkplii ueoBek uMeeT IBOMHON HabOp TeHOB, OJIMH U3
KOTOPBIX OH MOJIYYaeT OT MaTepH, IPYroi- OT oTHa. X ¥ Y XPOMOCOMEBI ONPE/ISIISIOT MOJT YeJI0BEKa.



MyX4YiHBI IMEIOT OIHY X XPOMOCOMY, ITOJIYIEHHYIO OT MaTepH U OJHY Y XPOMOCOMY, TIOTYYEHHYIO OT
oTma. Y KeHIIWH B HATMYXH JIB€ X XPOMOCOMEI (0JTHA OT MaTepH, APYyTras OT OTIA).

[Tpu GonpmmHCTBE X-CLETNICHHBIX 3a00IeBaHNH, Yalle 00JIeI0T MaJbunKH (TaK KaK y HUX
OTCYTCTBYET BTOpasi X XpOMOCOMa C 370pPOBBIM HAOOPOM T'€HOB), HO, B OTIMYHE OT MHOTUX JPYTUX X-
CIICTUICHHBIX 3a0oneBanuii, HerocTaroyHOCTE OTC MOXET MPOSABIATHCS KaK Y MaJbYHKOB, TAK U Y
nesodek. Ecnu xxeHmmHa siBisiercs HocureneM MyTauuii B rene OTC, o cymectByer 50%-HbIi puUCK,
YTO OHa IepeacT 3a0o0JieBaHue CBoeMy ChIHy. OHaKO, eclTi peOEHOK TOMYUIHT «3A0POBYIO» X-
XpoMocomy, 3aboneBaHre He BOSHUKHET. Taxoke cymecTtByeT 50 % BEpOSTHOCTD, YTO 10Yb JKEHIIUHBI-
HOCUTEIILHHLIBI Oy/IeT HOCHUTENIEeM 3a00JIeBaHus 1 B OYAyILIEM CMOKET NepeaTh 00JIC3Hb.

Bce cembn, B KOTOPBIX eCcTh ManueHThl ¢ HIIM momKHBI 0053aTeIbHO MPOUTH MEIUKO-
TEHETHYECKOE KOHCYJIbTHPOBAHUE U MOJYYUTh TIOJHYIO HH(GOPMAIIMIO OT Bpaya-TeHETUKA O PUCKE
MOBTOPHOT'O MPOSIBJICHUS JJaHHOTO 3200JIEBaHUS B CEMbE WJIH OOCYIUTh IPYTHE BOIPOCHI, CBSI3aHHBIE C
HaCJIeIOBaHUEM 3a00JICBaHMUS.

Kak qiuarHocTMpyOT HapylIeHUs] HUKJIa MOYEeBHHBI?

B pamMkax HeOHaTaIbHOTO CKPHHUHIA POBOJST ONPEACICHUE aMUHOKUCIIOT U allMIIKAPHUTHHOB
B KpoBH. JlJIs1 3TOTO IPUMEHSFOT MeTo TaHneMHoi Macc-criekrpomerpun (TMC). Ilpu pasuapix dopmax
3a0oseBaHnil HAOII0AAaeTCs MOBBILICHUE WIIN CHIDKEHHUE OINPEICTICHHBIX aMUHOKUCIIOT. [t 0003HaYeHns
AMHHOKHCIIOT TIPUHATH TPeXOYKBEeHHOE 0003HaueHue (Hanpumep, Cit — nuTpyumH, Arg - apruaus, Orn
— opautHH). [loaTBeprkaatomiasi AMarHOCTHKA BKIIFOYACT aHATN3 OPTaHUYECKUX KUCIIOT - OTIpEe/IeICHUE
OpPOTOBOH KHCIIOTHI B MOUE, & TAKIKE MOJIEKYJIIPHO-TEHETUYECKOE UCCIICAOBaHMUE.

Kak nposiBJsilOTCH HApYLIEHUS HUKJIA MOYeBHHBI?

3a0omneBaHus U3 3TON IPYMIIBI MOTYT HAYMHATHCA B JIIOOOM BO3pacTe - C MEPBbIX IHEH U faxe
4acoB JKU3HH, B TIEPBBIC MECSLIBI MIIH MIPOSIBUTCS TOJIBKO B JIETCKOM BO3PACTe WIIM Y MOAPOCTKOB. Bee
3aBHUCHUT OT (hOpMBI OOJIE3HH, TSPKECTH MYTallld U BHEITHHUX (PAKTOPOB (Kak 4acTo peOeHKa KOPMST, Kak
4yacTo OH OoseeT U T.71). HekoTopele 3a001eBaHusl MPOTEKAIOT MPEUMYIIIECTBEHHO C MOPAKEHHUEM TICUSHH
U C Pa3BUTHUEM METa0OJIMUYECKHUX KPU30B ¢ TUniepaMMonuemMuei. [Ipu panneit popme 6one3Hu
3a00JIeBaHUE MOYKET HAUYaThCsl B TIEPBBIE CYTKH JKU3HU M JIETH TIONAJIAIOT B OTACIICHHS peaHNMAIIH,
TpeOYIOT CPOYHOI Tepaluu JJIsl TOTo, YTOOBI CHU3UTh YPOBEHb aMMOHHMS B KpoBH. Hapymienus
BCKapMJIMBAaHUS- OTKAa3 OT €/1bl, PBOTA, BSUIOCTh M MOBBIILIEHHAS COHJINBOCTD, CyJJOPOTH — IIEPBbIE
CHUMIITOMBI OOJIE3HU.

v IleTeﬁ " MMOAPOCTKOB 3TU KPU3BI MOT'YT MPOABJIAITECA B BUAC ICUXUYCCKUX HapymeHHﬁ—
HaIlTOMHWHArOIINX H_II/I30(1)p6HI/IIO U APYTHUC NICUXUYICCKNUC HAPYIICHUSA.

MeTtabonndeckie Kpu3bl - 0O4€Hb OMAcHBI. IMEHHO B 3TOT MepHOJl MOTYT Pa3BUTHCA
HeoOpaTHMBbIE TIOBPEXKAECHHSI TOJIOBHOTO MO3I'a BCIIEACTBUE TOKCHYECKOTO BO3JCHCTBHSI aMMOHHUSL.

Kak jieyaT HapylieHus HHKJIA MOYeBHHBI?

st meyeHust OCTPBIX MPOSBICHUN THIIEPAMMOHUEMUHN IPUMEHSIIOT IIPEMapaThl, CHUKAIOUTUE
YpPOBEHb aMMOHHUS B KpoBH. K coXxaneHuto, 3T Mpenaparbl HE 3aperuCTPUPOBaHbI B HAIlIEW CTpaHE U HE
BCE KJIMHUKHU MOTYT OBICTPO 00eCcTieunTh peOCHKa JaHHBIMU IIpemapaTtaMu. JloiarocpodHas Tepanus mpu
HIIM — 310 nuerorepanusi.

Ienn muerorepanuu npu HIIM:

® HOpMaJ'IBHOG (1)I/I3I/I‘ICCKOG 1 UHTCIUICKTYaJIbHOC pa3BUTHUC.
® Hpn6aBKa B BECC U pOCTEC, B COOTBETCTBUC C BO3PACTOM.
L] Hpeﬂynpem):[e}me KaTaOOJIMIECKUX CI/ITyaI_[I/If/i, KOTOPBIC MOT'YT IIPUBECTHU K METa00IUYECKUM

KpH3aMm



Js JOCTWKEHUS STUX 1eJeH AUeTOTepanus JOJDKHA OTBEUATh CIICIYIONINM TPEOOBAHMSIM:

e OOecmeunBaTh MUHUMAJIBHO 0€30MacHoe MOTpedeHre OellKa B COOTBETCTBHE C BO3PACTOM.
e OOecreunBaTh HE3aMEHUMBIMU AMHHOKUCIIOTAMH, BATAMHUHAMU U MUHEPAJIaMHU.

e O0eceunTh HEOOXOAMMOE KOJTNIESCTBO KHJIOKATIOPHIA.

e 1130eratTh JUTUTENHHBIX IEPHOIOB TOJIOJAHUS

MeTaboJIMYeCKHil KpU3 - KPUTHIECKOE, YTPOKAIOIICE KU3HU COCTOSHUE, CITPOBOIIMPOBAHHOEC
HeOMaronpuATHEIMA (haKTOpaMu, 00YCIIaBIMBAIOIINMH yCHJICHHBIN pacnian 6erka ¢ o0pa3oBaHHEM
amMoHus. [lepBble CHMITTOMBI META0OIHMUECKOTO Kpr3a: Upe3BbruaifHas COHIMBOCTD, U3MEHEHHE
MOBEICHUS, Pa3paXUTEIFHOCTh, CHIDKeHHE anmneTruTa. YacTo Kpr3 MPOBOIHUPYET HHPEKITHS, TO3TOMY
MIEPBbIC MPOSIBICHUS MOTYT HAUMHATHCS JIMXOPaJKOH, TOLIHOTOM, nuapeel, ppoToil. Ecinu cBoeBpeMeHHO
HE HavaTh JieueHHe y peOeHKa MOXKET Pa3BHTHCS OTEK MO3Ta, CyJJOPOTH U KOMa.

Y10 MOXKET CIIPOBOLIMPOBATH META00INUECKUN KPU3:

® JUINTETEHOE TOJ0IaHHe
® HHpEKIHs
e TspKenas Gpusndeckas U SMOIMOHAIIbHAS HArpy3Ka

Ipusuaku runepammonnemun (HET CITEIIMOUYECKUX CUMIITOMOB):

e CiabocTtb

® PpoTa

e OtKa3 oT eibl

e l3MeHeHus OBeIeHNs! (COHIMBOCT/HEXapaKkTepHas BO30yTUMOCTb)

YunThIBas BHICOKUI PUCK Pa3BUTHS METaOOINYECKOTO KPH3a IPH TOSBICHUH BHIMICOACAHHBIX
CUMIITOMOB HY)KHO HEMEJICHHO OOpaTUThCS 32 MEAMIIMHCKOM moMoribio. HeoOxoaumo B3sITh aHam3
kpoBu Ha aekTpoiuthl (K+, NA+, Cat), rimoko3y, KILC, AJIT, ACT, ammonuii. [Ipu HeoOXoaumMocT —
HAYMHAIOT UH(Y3UOHHYIO TEPAITHIO.

Peruonansusiii Meguko-renernueckuit neHTp 'AY3 HOAKb
Anpec: . Uensbunck, yi. bimoxepa 42a, 1 kopmyc
Tenedon: +7 (351) 232 79 94

OnextponHas noura: mgk@odkb74.ru



