ApPruHMHOSIHTAPHASI AUUTYPHUS

Penxoe reneTnyeckoe HapylIeHHE HUKIIa METa00IM3Ma MOYEBUHBI, KOTOPOE
MOJKET MPOSBIATHCS TSKEIOU HEOHATAIbHOU (popMe, XapaKTepHu3yIolencs
TUIIEPAMMOHHUEMUEN B COYETAHUU CO PBOTOM, TUIIOTEPMUEH, COHIIMBOCTHIO U
IUIOXUM alfeTUTOM B IIepBbI€ JHU KU3HU, WIH B MO31HEN (hopme B BUJIE
IPOBOLIMPYEMOM CTpPECCOM MM MHPEKIMEN 3MU30IUYeCKO TuepaMMOHUEMUU
1100, B OTACNBbHBIX CIIy4asiX, HapYyIICHUS MOBEJACHUS U/WUIHU TUI0X0H 00y4yaeMOCTH
WIM XpOHUYECKOH Oose3Hu nedenu. Yacto nopaxkeHue GyHKIUU EYCHH SIBIISIETCS
NEPBBIM CUMIITOMOM 3200JI€BaHUS.

PacnpoctpaneHHOCTh apruauHosiHTapHOM anuaypuu (ASIA) cocrasmisier 1/70
000- 218 000 BO Bcem mupe.

ASA MOXET UMETh PA3INUHYIO KIMHUYECKYIO KAPTUHY C PaHHEW HEOHATaJbHON
MaHudecTaruei win ¢ no3aHei Mmanudecramnuei (B 1000M BO3pacTe Mmocie
HEpHOAA HOBOPOXKACHHOCTH). HOBOPOXKIEHHBIE C TSKEJIBIM HEOHATAIbHBIM
HadajoM ASIA oObIYHO BHITIISIAAT HOPMAJIbHBIMU TIepBbIe 24-48 gacoB mocie
POKIEHUS, HO B TEUEHUE HECKOJIBKHUX JHEN MOYKET Pa3BUBATHCA TsKENast
TUIIEPAMMOHHUEMHS], POSIBISIOIIASACS JIETAPTUeid, COHJIMBOCTBIO, OTKA30M OT €1bl,
PBOTOM, TAXUITHO3 U PECIUPATOPHBIM AJIKAI030M.B OTCYTCTBUM JIEUEHHS] MOXKET
Pa3BUTHCS BAJIOCTh, CYJOPOTH, KOMA U cMePTh. ITyCKOBBIM MEXaHU3MOM O3 THETO
Hauajo ASA MoxeT ObITh OCTpast UHPEKIIMS, CTPECC WIIA BBICOKOE MOTPEOICHHUEM
oenka. Coo011anoch TakKe O Pa3BUTHU MO3IHUX KOTHUTUBHBIX HAPYLICHUH WA
TPyIHOCTEN B 00yYEHUH B OTCYTCTBUU 3MHU30/I0B THIIEPAMMOHUEMHH. Y
HEKOTOPBIX MAIIMEHTOB 3a00JI€BaHUE MOXKET MPOTEKaTh OECCUMITOMHO, HECMOTPS
Ha HaJIM4YMe YETKUX OMOXMMHUYECKUX MPU3HAKOB 3a00neBanud. [lonrocpoyunsie
OCJIO)KHEHUSI, aCCOLIMMPOBaHHbIE ¢ 00enmu hopMamu ASA, BKITIOYarOT
XPOHMYECKYIO rernaToMeraiuio, muchyHkiuo nedeHu (Gudpos umu nuppo3s),
HEHUPOKOTHUTUBHBIN Je(UIINT (T.€ KOTHUTUBHbBIC HAPYLIEHUS, CYIOPOTH U
3aJIepKKy pa3BUTHS), IOMKOCTb BOJIOC (T.€ Y3JI0BOU TPUXOPEKC), TUITOKATHUEMHIO U

apTepuaIbHYyI0 TUIIEPTEH3HIO.



Pazsutue ASIA cBsizano ¢ myrarusimu B reHe ASL (7ql1.21), kotopsrit
KOAUPYET PEPMEHT aprHHUHOCYKIIMHATINA3Y. DTOT (EPMEHT KaTaIu3upyeT
IPEeBpaIlCHUe APTUHUHOSHTAPHOMN KUCIOTHI B ApTUHUH U (hyMapar Ha YETBEPTOM
JTane IUKJIa MOYEBUHEI. J[e(eKThl Ha TOM dTare IUKJIa MOUYEBHHBI PUBOIAT K
HAKOIUIEHUIO B TJIa3M€ aMMUaKa, aprUHUHOSIHTAPHOU KUCJIOTHI, UTPYJUIMHA U
OpPOTOBOM KHCIIOTHI B MOYE, a TAKXKE K JACPUIIUTY apTHHUHA B TUTa3MeE.

Jlnarno3 cTaBUTCS HA OCHOBAaHUU KJIMHUYECKUX JIAaHHBIX U PE3YJIBTATOB
naboparopHbIX UccieqoBaHui. OTMeuaeTcs MOBBIIICHHE KOHIEHTPAuu aMMHUaKa
(> 150 mMxmonb / 11) u nutpyutuHa (200-300 Mxmons / 1) B 1ia3me. BaxHbiM
JMArHOCTUYECKUM KPUTEPUEM SIBJISICTCS ITOBBIIIIEHUE YPOBHS apTUHUHO-SIHTAPHOM
KUCJIOTHI (5-110 MKMOMB / 1) B T1a3Me WM Moue. MoJeKyIIsIpHO-TEeHETUUECKOe
TECTUPOBAHUE MOATBEPKAAET AuarHo3. CKpUHUHT HOBOPOKICHHBIX Ha ASA
noctyneH B CIIIA u HEKOTOPBIX 4acTAX ABCTPAJINH, a TAKKE PACCMATPUBAETCS B
HECKOIBbKUX EBpPOIENCKUX CTpaHax.

Jlnist onipeienieHust CTENEHU BBIPaXKEHHOCTH 3a00JIeBaHUs M OTPEOHOCTEN
NalyeHTa ¢ HapylIeHUEM IIUKIIa 00pa30BaHUsl MOUYEBHHBI PEKOMEHTYIOTCS
cleyroue o0ciae10BaHus:

* HeBponoruueckoe oocieoBaHue st OIIEHKHA 00IIEero COCTOSHUS (PYHKITUU
HEPBHOW CUCTEMBI
* MPT qi1s1 OLIEHKH CTETIEHH NOPA’KEHUS TOJIOBHOTO MO3ra, BBISIBJISIEMOTO T10
pe3yibTraraM BU3yaAIU3UPYIOIIUX UCCIEIOBAaHUN

* OnpeneneHre KOHIIEHTPaIlui aMMHaKa B CbIBOPOTKE KPOBU U aHAIIN3
AMUHOKUCJIOT B IJIa3M€ KPOBU JIJI1 MOHUTOPUHTA TEPATUU

» Onpenenenne mokaszarenei QyHKIIMN TEYCHH, BKITIOYAs KOAryJIorpaMmy, s
OLICHKU OOLIEro COCTOSIHUS MEYEHU
» KoHCynbTamust KIMHUYECKOTO TeHETHKA

CreneHpb BbIpaXXEHHOCTH 3a00JI€BaHUS y MALIMEHTA C TUArHO30M HapyLIEHUs
UKJ1a 00pa30BaHUsI MOYEBUHBI MOXKHO OLEHUTH IO CKOPOCTHU BOZHUKHOBEHUS

HCBpOHOFI/IIICCKOﬁ CHUMIITOMATUKH, CTCIICHU BOBJICUCHUA B MMaTOJIOTUYCCKUI



IIpoLEecC FOJOBHOIO MO3ra M, B MEHBUIEH CTENEHH, I10 KOHIIEHTPAallUA aMMHaKa B
CBIBOPOTKE KPOBH.

JuddepennmanbHbIil AMarHO3 TPOBOAIT MEXKY IPYTUMU HAPYIICHUSIMU TUKIIA
MOYEBHHBI, BKJTto4as aepuiut kapbamounndocdarcuarerassl 1, neGuimr
OpHUTHH-TpaHCKapOaMmIasbl, HUTPYUIMHEMUIO THNA | U AePUIUT apruHa3bl, XOTs
pu JI000M U3 3TUX HApYLICHUH He 0OHAPYKUBACTCS KIIACCUYECKOTO MapKepa
ApPrUHUHO-STHTAPHOUN KUCIOTHI.

[IpoBenenune npeHaranbHOW TUATHOCTUKU BO3MOXKHO B CEMBSIX C U3BECTHOMN
MyTalueil B 00enx ajjieNnsiX, aCCOLMUPOBAHHON C pa3BUTUEM ATOTO 3a00JI€BaHUS.
ASIA nmeeT ayTOCOMHO-pELECCUBHBIN TUIT HACIEA0BAHUS; €CIIM 00a poanuTeENs
SBJISIFOTCS 3J0POBBIMU HOCHUTEJISIMH, PUCK Pa3BUTHS 3a00JI€BaHUS B IOTOMCTBE

cocTaBisieT 25%.

[lenecoobpa3no oOce0BaTh POACTBEHHUKOB MAIlMEHTa C HApYIIEHUSIMHU
CTapIllero ¥ MJIAJIIEro BO3pacTa ¢ IeNbI0 KaKk MOXKHO OoJiee paHHEro (110
MOSIBJICHHS] CAMIITOMOB) BBISIBJICHUS T€X, KOMY MOXET IIOMOYb CBO€BPEMEHHOE
BMENIATENbCTBO B BU/JIE AUETOTEPANIUU U JPYTUX MEp NPOPUIAKTUKH
TUIEPaMMOHUEMUH.

* Eciin n3BECTEH MaTOreHHbBIN BApUAHT B CEMBE, JJI1 YTOYHEHUS T€HETUYECKOTO
CTaTryca pOACTBEHHUKOB M3 IPYIIIBI PUCKA MO>KHO BBIIIOJIHUTH MOJIEKYJISIPHO-
TEeHETHYECKOE UCCIIEI0BAaHNE
. » Ecnii matoreHHplil BApUaHT B CEMbE HE U3BECTEH, Ul YTOUHEHUS
TEeHETHYECKOI'0 CTaTyca POACTBEHHUKOB U3 I'PYIIIbI PUCKA MOXKET IIOMOYb
COOTBETCTBYIOIIEe OMOXMMHUECKOE HCCIIEI0BaHUE.

Bo Bpemst 0CcTporo snu3o1a runepaMMOHUEMUU CIIETyeT 30eraTh
NepopaIbHOTO Mprema 0eskoB (MakcuMyM 24-48 4acoB) U OCYIIECTBUTh
BHYTPUBEHHOE BBEACHUE JIUIIUIOB, INIFOKO3bI U UHCYJIMHA (IpH HEOOXOAUMOCTH)
JUISL yCUJIEHUS TTpolieccoB aHa0onu3Ma. BHyTpuBeHHas Teparvs, CBSI3bIBAOILIAs
amMmuak ( 06enzoar Hatpus U / win penunauerar/ GeHuI0yTUpaT HaTpHsl), JOJHKHA
HOPMaJIM30BbIBaTh YPOBEHb aMMHUAKa, HO B CJIy4ae OTCYyTCTBUS 3P (eKTa Uiln B

ClIyyae TsDKeJIOM rumoaMMOHUEMUYECKON SHIEePalonaTui PEKOMEH1yeTCs



pOBEACHUE TeMouanu3a. JJnurenpbHas Tepanusi BKIOYAeT TUETHYECKOE
orpaHudeHue Oenka, a Takxke 100aBieHue apruHuHa. HazHauenne exxeHeBHOM
NEePOPATHHOM Tepanuu CPECTBAMH, CBA3BIBAIOIIMMHI aMMHaK (OeH30aT HATPHs
u/vnn GeHuI0yTHpaT HaTPUS WIN TIUIEPOIT (DeHUIOYTHPAT) Y MAIIMEHTOB C
YaCThIMU 3MU30J]aMU META00INYECKON JEKOMIIEHCAIIUU WU TUIIEPAMMOHUEMHUH,
Ja)ke MPU COONIOIEHNHN JUETHI C OTPAHUICHUEM COICPIKAHUS OETKa MOKET
OKazarbCsl ycnenrHbiM. OpToTONMYEeCKasi TPAHCIIJIAHTALIUS TTIEYeHU 00eCTIeunBaeT
JOJITOCPOYHOE CHUKEHUE TUIIEPAMMOHUEMUH, HO, TIO-BUJUMOMY, HEJIOCTATOYHO
UCIIPABIIICT HEBPOJOTUUECKHUE HAPYIIEHUS. APTEpUaTbHYIO TUIIEPTEH3UI0 MOYKHO
JICUUTh MYTEM BOCCTAHOBIICHUS Je(DUIIMTA OKCH/IA a30Ta.

VY manueHToB C TSXKEIBIMU TUIAMU HAPYIICHUH ITUKJIa 00pa30BaHMs MOUECBUHBI
TpaHCIUIAHTAIIUS TIeYeHU ocTaeTcs Hanbomnee 3 (HEKTUBHBIM METOIOM
npoUIaKTUKU JaTbHEHUIINUX SMTU300B TunepamMMonuemMun. Ha npunsitue
pEelIeHNs O TPAHCIUIAHTAIMU [IEYEHU BIUSAIOT CTENEHb MOBPEKICHUSI HEPBHOM
CHUCTEMBI U CTeTeHb oBpexkAcHuUs neuenu (mpu aedunmure ASL) [Perito et al
2014].

* [locne TpaHcmIaHTalUK MeYeHu 1o nosoay aeduiura ASS unu nedurura ASL
YMEHBILAIOTCS 3MU30/bl TUIIEPAMMOHUEMHUHN U YITYUYIIAETCS IEPEHOCUMOCTD
MUIIEBOro 0eJKa, OJHAKO B TO K€ BPEMSI HE COBCEM SICHO, MOTYT JIU B Pe3yJIbTare
B3aMMOJICHCTBUAN B IPYTUX KacKaJax peakUui, TAKUX KaK CUCTEMA MPOAYKLINHU
OKCHJIa a30Ta, BOBHUKHYTH JIPYTUE OTAAICHHBIC (DU3UOTOTUYECKUE MPOOIEMBI,
nockoibKy depmerTsl ASS u ASL skcnpeccupyroTcsi TOBCEMECTHO.

[TarmenTaM HEOOXOMMMA KOPPEKITUS KaTaOOINIECKOTO COCTOSTHUS C
BOCIIOJTHEHUEM KaJIOPUU 3a CUET IIIOKO3bI, )KUPOB U HE3AMEHUMBIX aMUHOKUCIIOT.
Bxirouenue B cxeMy JieueHUsI MUTATEIBHON MOIIEPKKHA OMMCAHHBIM HUXKE
00pa3oM HEOOXOMMO JUIsl TAIMEHTOB, MOTYYAOIIUX TPOLEIyPbl JUaanu3a Ui
reMo(UIbTPALINH, C IETbI0O KOPPEKIIMHU KaTa00JIMUE€CKOTO COCTOSHUS, TIPU YCIIOBUU
UCKJIFOU€HUS U30BITOYHOTO UCTIOIB30BAHUS SHTEPAIHLHOTO TUTAHMUS.

* [Iepuos mosiHOTO UCKIIOYEHUS OeJTKa He JTOJKEH MpeBbiiath 12-24 4acos,

ITOCKOJIBKY HCTOIICHHEC 3aIl1aCOB HE3AaMCHUMBIX aMUHOKHWCJIOT ITPUBOJUT K



KaTtabom3My Oellka ¥ BRICBOOOXKICHUIO a30Ta. YacTas (maxke exxeTHeBHAS)
KOJTMYECTBEHHAS OI[CHKA KOHIICHTPAIU aMUHOKHCIIOT B TJIa3ME KPOBH MOXKET
MIOMOYb ONTUMHU3UPOBATH MUTATEIBHYIO MOIJIEPHKKY, TOCKOJIBKY Bpad UMEEeT
BO3MOXXHOCTb, OCHOBBIBAsICh Ha pe3yJbTaTax 3TOW OICHKH, MOJIEP>KUBAThH
J0CTaTOYHbIE YPOBHHM HE3aMEHHMBIX aMUHOKHUCIIOT, HE JIOMyCKasi Py 3TOM
oOpaszoBanus U30BITOYHOTO a30Ta. [lonnepxanne HeOOXOAUMBIX YPOBHEH
HE3aMEHUMBIX aMUHOKHCIIOT HEOOXOMMO TaKKe 711 00paTHOTO Pa3BUTHUS
TUIUYHOTO KaTaOOJIMYECKOTO COCTOSHUSA, TOCKOJIbKY y MallMEeHTOB ¢ Haubosee
ocTpbeiMU (hOpMaMU TTATOJIOTHH HAOMIOAaeTCsl 1e(PUIIUT HE3aMEHUMBIX
AMUHOKHCIIOT, WJIH 3TOT AC(PHUIIUT MOXKET OBICTPO Pa3BUTHCS.
* [IpeAnouTUTEeNsHO SHTEPATLHOE MUTAHNE, OJHAKO BHYTPUBEHHOE (ITOJTHOE
NapeHTepaTbHOE MUTAHNE) BBEICHNE TUTATEIbHBIX BEIIECTB SBISETCS BAPHAHTOM
TS TIAIUEHTOB C HECTAOUIILHBIM KIIMHUYECKUM COCTOSTHHEM, Y KOTOPBIX
aJIeKBaTHOE SHTEPaATbHOE MUTAHUE OKA3bIBAETCS HEBO3MOXKHBIM. [Ipu 3TOM
HEBO3MOXKHOCTb aJIEKBaTHO MIEPEHOCUTD SHTEPATbHOE KOPMIICHHUE HE JOHKHA
IPUBOJUTH K UCTOIIEHUIO 3a1IaCOB HE3AMEHUMBIX aMUHOKHUCIIOT. * J{Jis
MEJIEHHOTO KaneJIbHOro BBEICHHS pACTBOPOB HE3AMEHUMbBIX aMUHOKHUCIIOT U
MOJIOUHBIX CMECEH, a TaKKe MPUMEHEHUS KO(AKTOPOB, TAKUX KaK
KapOaMuiIrTyTamar (aHajaor n-aleTuirIyTaMara), HeoOX0TuMO BBEJICHUE
Ha30TacTpaibHOT0/HA30€I0HAJIBHOTO 30H/1a.
* ]It 60prOBI ¢ KaTAOOIM3MOM MOKHO MCTIOIB30BaTh MHOXKECTBO JPYTHUX
CTpareruii, BKIO4asi HEMPEePhIBHYIO WH(DY3UIO HU3KKUX 7103 HHCYJIMHA MPU yCIIOBUU
HOAJIeP’KaHUs JJOCTAaTOYHOTO MOCTYIUICHUS IITIOKO3bI 32 CUET HEMPEPHIBHOTO
BBEICHUS COJIEPKAIINX YIIIEBOBI JKUIKOCTEH, OHAKO, CIEIYyeT COOMI0NaTh
OCTOPOXKHOCTH, TIOCKOJIbKY TaKUE MAIIMEHTHI YaCTO YPE3BHIYAITHO YYBCTBUTEIBHBI
K TJTFOKO3€ WJIM MHCYJIUHY.

[Ipu paHHel TMarHOCTHKE U JTOJKHOM Tepanuy MOKHO U30ekKaTh pa3BUTHE
AMM30/I0B TUTIEPAMMOHUEMHH, HO TOITOCPOUYHBIE OCIOKHEHUS

(HEMpOKOTHUTUBHBIE HApYIIEHUs, 3200JI€BaHUA IEYEHU U apTepralibHas



TUIIEPTEH3US) BCTPEUAlOTCS YacTo M OTPULIATENIHO BIUAIOT Ha
IPOIOJIKUTEIBHOCTh U KAY€CTBO KU3HHU.
[TanmenTam ¢ JaHHBIM IUArHO30M HEOOXOAMMO M30eraTh CIeAYIOUINX CUTYalui

(W11 CBOEBPEMEHHO OIOBEIATh O HUX).

* [IpumeHeHue BanbIIpoeBOi KUCIOTHI (Mpenapara [Jenakor®), mOCKOIbKY OHA
OKa3bIBaeT BiMsHUE Ha QyHKIHIO pepmenta CPS1

* JInuTenbHOE roJoJaHue WK UCTOIICHHUE
* BHyTpuBEeHHOE BBEICHHE CTEPOUIOB

* YnotpeOieHue OONbIINX KOJTUYECTB OeliKa MJIM aMUHOKUCIIOT
* Upe3zmepHoe orpaHuueHre norpednenus oenka
* 3a0oneBaHus

* [Iepenombl KOocTel WK OOIITMPHBIE TEMATOMBI

* O0e3BOKHMBAHKE

* JItoOble (GU3HONOTHYECKHUE UK TICUXOJIOTMYECKUE CTPECCHI (HalpUMeEp, THU
POKJIEHUS, BBIITYCKHOM, cBaib0a, IK3aMEHBI).
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