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BBenenue

bonesns [Tomne (BIT), Takke mupoko u3BecTHas kak riukoreHos Il tuna, otHocutes k
PEIKUM MYJBTUCUCTEMHBIM HACIEICTBEHHBIM OOJIE3HSIM HAKOIUJICHUS, CBSI3aHHBIM C
nedurutToMm GpepMeHTa KUCIOM ManbTa3bl (KUCIOH anbga-TriIoKo31/1a3bl) B IN30COMaX.
[Ipenmy1ieCTBEHHOE HAKOIUIEHUE TJIMKON€HA OTMEUYEHO B CKEJIETHBIX MBIIIIAX, HO B
pPa3HOM CTENEHU MOXKET OOHAPYKUBAThCA M B JPYTUX OpraHax U TKAHSAX, BKIIOYAs
CEpPACUYHYIO MBIIIIY, IE€YEHb, HEPBHYIO CUCTEMY, TJIAIKYI0O MYCKYJATypy U T.IL.

Pannss undantunbHas popMa BO3HUKAET B MIEPBbIE MECSIIbI )KMU3HU U XapaKTepU3yeTcs
IUIAKCUBOCTBIO, ~ CHHKEHUEM  JIBUTATEJIbHOW  AKTHUBHOCTH, T'€HEpaJM30BaHHOU
IPOrPECCUPYIONIEH MBIIIEYHOM CIa0OCThIO, BKIIIOYAs JbIXaTEIbHYI0 MYCKYJIATYpY.
HaGmonaercs 3aepka MCUXOMOTOPHOTO Pa3BUTHUSA: PEOCHOK HE JCPHKUT IOJIOBY, HE
CUIUT, TPU Nalblalldd MOXET BBISBISTHCA TUNEPTPOPUS MBI, BBISBISIOTCS
TPYAHOCTH BCKapMJIMBaHUs 3a cueT jucharuu, runorpodusi. XapakTepHbIMU
npu3HaKaMH 3a00JIEBaHUS SBIISIIOTCS MAaKPOTJIOCCHS, BbIpaKEHHAsI KapJAHOMETalus U
renatoMeranus. CMepTh OOJIbHBIX HACTyNaeT B Bo3pacTe 0 1 roga oT cepaeyHon mim
CEpJIEYHO-TIErOYHON HEIOCTATOYHOCTH,

[lo3gusiss wHGpaHTWIBHAS U IOBEHWJIbHAs (OPMBI HAYMHAIOTCA B MIIAJIEHYECTBE, B
paHHEM U cTapiieM JeTCKOM Bo3pacte - oT 3 g0 10 jer. KnuHudeckue mposBiIeHUS
XapaKTepU3yIOTCsl MPOTPECCUPYIONIEH MBIIIEYHOU AUCTpoduel U BUCLIEpOMeranuen
(kapauomeranusi, remaToMmeranusi, cruieHomeranus). CMepTh HAcTylaeT Ha BTOPOM
JECATUICTUH KU3HH OT IEKOMIIEHCUPOBAHHOMN CEPJI€YHO-JIETOYHON HEIOCTATOYHOCTH.

B3pocnas dopma ManmdectupyeT Ha 2-3 JACCATUICTHU KU3HU W MPOSBISACTCS
CUMITOMaMH JUCTaJbHOW MHMOMNATHUM, CKOJMO30M TPYIHOTO OTAENa, JIOPI030M,
MEJIEHHO MPOrPECCUPYIOLIEH CEPICYHOM HEAOCTATOUYHOCTHIO. BONBHBIE TI0KUBAIOT J10
CTapOCTH.



ITHOJIOTUA ¥ MATOTeHe3

I'enetnueckuii gedext npu BII nposBaseTcs HEAOCTaATOUHOCTHIO (PepMEHTA KUCIIOM
anb@armoko3ugazsl (KAI'), KOTOpbIi OTHOCHTCS K TpyHme JIU30COMAJIbHBIX
ruaponas. I'en GAA, konupyromuii KAI', nokanu3oBaH Ha JIMHHOM Iuiede 17
xpomocoMbl (17q25.2-q25.3), cocrout u3 20 sx30HOB U umeer pasmep 20 K6.
Ceronnst unentuduumpoBano Oonee 350 MyTanuii reHa U UX YUCIO MOCTOSHHO
pacteT. X0Ts HEKOTOpbIEe MyTaunu reHa GAA BCTpedaroTcs NMPEUMYIECTBEHHO B
onpeneneHHon sTHUYeckor rpymnme (Tabn. 1), nias OOMBIIMHCTBA MOMYJISIIAMA
OTCYTCTBYIOT Tak Ha3zbiBaeMble founder-myTanuu, COCTaBISIOUIME CKOIBKO-HUOY/ b
3HAUYMMYIO JOJI0 BCEX MYTallUid MOMYJSLHUA W TOTOMY LEJIecoO0pa3Hbie s
NPUILIETIEHOTO BbISIBJICHUS.

Tabnuua 1. Hanbonee pacnpocTpaHeHHble B HEKOTOPLIX NOmyusiusax myrauun npu bIT[2.3,19]

lenotun DTHHYeCKas pynna

‘IVSI-13T=G

(c-32-13T5G) Esponeons

Asp645Glu (c.1935C=A) Taiirans

Arg854X (c.2560C=T) Appo-Kapudekuil pernon

del525T (e.525delT) lNonnanaus

del exon 18 TNonnanans
IMaTodusuonorus

Mytanuu B AByX Komusix reHa GAA, KOAUPYIOIIETO JM30COMaIbHbIN sH3UM GAA,
OTBEYAIOLINN 3a JETpajallio INIMKOT€Ha B JIM30COMax, MPUBOJAT K Pa3HOU CTENEHH
nedummrTa YH3UMA.

- Mnanenueckas dopma BIT (MBII) pazBuBaeTcsi ipu 3HaYUTEIHPHOM CHIDKEHUU WITU
MIOJIHOM OTCYTCTBUM akTUBHOCTU KA,

- bonesns [lommne ¢ mo3naum Havganom (BIIITH) — npu menee 7 BeipaxkeHHOM nedunute
aktuBHoct  KAI', oOycioBieHHOM  «MsSTKUMU» MyTtanusmMu reHa GAA.

Bonblie Bcero riMKoreH HaKarjiMBaeTCsl B CKEIETHBIX MbIIIIAX U edeHU. OTI0KEeHHEe
WM yTHIA3AIUsl TIUKOT€HA 3aBUCAT OT MOTPEOHOCTH OpraHm3Ma B TIIFOKO3E.
buoxuMnueckue mpeBpalieHusi TJIMKOT€HAa B MEYEHU CHOCOOCTBYIOT MOJJEPKAHUIO
HOPMAJIBHOT'O YPOBHS TIFOKO3bI B KPOBHU.

B ckeneTHBIX MBITIIIAX TPU META0OIU3ME TIIMKOTEHA 00pa3yeTcs TIIF0K030-6-gocdar,
YYACTBYIOIIUM B TPOILIECCE OKUCICHUSI M MPOAYKIIMU SHEPruu, HEOOXOAUMOM Iist
HOpMaJbHON paboOThl MBI (€€ CoKpalleHuss U pacciabienus). Mertaboauzm
[JIMKOT€HA IPOUCXOUT MYyTEM MOCIEA0BATEILHOTO OTIICIIJICHUSI OCTAaTKOB IJIFOKO3bI B
BUJIe TUI0OK030-1-docdara. ['nmuko3usiHasi CBSI3b pacUICIUISETCS C MCIOJIb30BAHUEM
Heopranudeckoro ¢ocdara u pepmenTa ramukoreHdochopunaszbr:



e T'nukorendocdopunaza pacHierisieT TOJNBKO 0-1,4-TIMKO3UAHBIE CBSI3U.
[ToaTanHoE OTHIENIIEHUE OCTATKOB [IFOKO3bI MPEKPAIAETCs, KOT1a 0 TOUKH
BETBJIEHUs OcTaéTcst 4 MoHOMepa (peakus 1).

e Peakmus 2 3akiaroyaeTcsl B IEPEHOCE TPEX OCTABIIMXCS J0 TOUKU BETBIICHUS
[JIFOKO3HBIX OCTaTKa Ha HEpPEeAYLHUPYIOIIMH KOHEI] COCEIHEW Lenu MpHu
y4yacTUU OJHUrocaxapuarpaHcdepasbl, yIauHsAss €€ U TakuM o0pa3oMm
co3/iaBasi yCJIOBHsI JJisl IecTBUSA Pochopuiiassbl.

e Peakmus 3 mpoucxoaut npu yuyactuu ¢epmenta KAI, uto mpuBoauT k
TUAPOJIUTUYECKOMY OTILEIJICHUIO TIIIOKO3HOTO OCTaTKa B BUAE CBOOOIHOM
roKo3bl. B pe3ynbrare  oTmiemieHHMs — CBOOOJHOM  TUIFOKO3bI
HEPa3BETBJEHHBIM  y4aCTOK TJMKOI€Ha MOXET BHOBb AaTaKOBaThCA
dochopunazoit. OrcyrcTBue wian 3HauuMblil gepunutr KAID npuBogut k
MAaCCHMBHOMY HAaKOIUICHUIO TJIMKOTE€HA B JIM30COME U €€ IMEepPEepaCTIKEHUIO,
BIUIOTH JI0 pa3pyLICHHUS.

[Ipu Gone3nu Ilomme, He3aBUCHMMO OT (OPMBI, TIMKOTEH MOXET HaKaIUTMBATHCS
MPAKTUYECKH B JIFOOBIX TKAHIX, HO TIPU 3TOM HUMEETCS MPEUMYIECTBEHHOE CKOIIJICHUE
TJIMKOTE€HA B Pa3HBIX OpraHax v TKaHsAX, KOTOPOE y)Ke 3aBUCUT OT (hopMbI OoJie3Hu. Tak,
npu MBII rimmkoren HakamiInBaeTCAd B CKEJIETHOM MYCKYJIAType, CEPACYHOM MBIIIIIE,
IIEYEHH, MBIIILAX S3bIKA. Peyke aHOMaJIbHBIE OTIIOKEHHUSI ITIMKOT€Ha MOT'YT BCTPEYaThCs
B MBIIIEYHOM CJIO€ COCYAHUCTOW CTE€HKH, OIpelesisisi pa3sBUTHUE AaHEBPU3M U
Manb(popMalnii, a Takke — B KJIETKaxX LEHTpaJbHOW U mnepudepuyeckoil HepBHOU
CHUCTEMBI.

[Tpu BIIIIH, B oTiimure ot MBI, Gombliie Bcero crpagaet ckeleTHas MycKyJaTypa, B
TO BpPeMsl KakK MOPa)XEHUE OCTAJbHBIX OPraHOB M TKAaHEW BCTPEUYAETCA 3HAYUTEIBHO
PEKE U IO TAKECTHU MOopakeHus He coroctaBuMo ¢ MBI

Ha naneko 3ameqmux craguax BIIIIH cankenue cityxa, HapyleHre MOYEUCTTYCKaHUS
u jgedexanuud, a TaKKe CIydyallHO BBISBISIEMbIE BHYTPHMO3TOBBIE COCYAHCTHIC
Maab(OpMaIMK Yallle BCErO SBISIOTCS MPOSBICHUSIMH OCHOBHOTO TE€HETHUYECKOTO
nedekra. BropuuHbie (akTOphl MOTYT BIUSATH Ha KiuHUYeckoe TeueHue bII y
MAIMEHTOB C OJJMHAKOBBIMUA T€HETUYECKUMU MYTAIIUSIMHU, YTO COOTBETCTBYET clIaboit
KOppensiiui  Mexay TreHoturnoM U (deHotunom. Hecmotrps Ha paszHooOpasue
KIMHUYECKOM KapTuHbl, bII Xapakrepusyercss HEYKIOHHO MPOrpeCcCUPYIOLIUM
TEYEHHEM C Pa3HBIMHU BapUaHTAMU MPOTrPECCUPOBAHUSL.



Knaccunpukanus

Cerojusi, C y4eTOM €JMHOTO NaToreHe3a riaukoreHosa Il Tuma, BeIAESIOT TOJBKO JBa
BapuanTta bII B 3aBUCUMOCTH OT BpeMeHU MaHU(DeCTa CUMIITOMOB:

e Mianenueckas Oonesnsr I[lommne (MBII), manudectupyromas B mnepuon
HOBOPOXIEHHOCTH WJIM MiaZeHuyeckoM Bo3pacte. MBIl xapakrepusyercs
TSOKEJNBIM ~ MPOTPECCUPYIOIIUM  TE€YEHHEM U OBICTPHIM  Pa3BUTHEM
NOJIMOPTAaHHOM MATOJOTUH - MBIIIEYHON TUIOTOHUH, CIa00CTH U CEPIEYHOU
HEJOCTaTOYHOCTU B pe3yibTaTe TUNepTpoGUUEcKOr KapIuOMHUONATHH,
JBIXaTeIbHOW HEJO0CTaTOYHOCTH Ha (oHe cnaboctu guadparmMbl U
MEXpEeOEpHBIX MBI, HapyHmIeHUH  muTaHus  (TPYAHOCTH  TMpHU
BCKApPMJIMBAHUM) M3-3a CJIA0OCTH JIMIIEBOM MYCKYJIAaTypbl M YBEIHUYEHUS
a3blka, yBenudyeHus nedenu. Cmeptb npu MBIl 0e3 cBoeBpeMeHHOro
JI€YEHUsl Yallle BCEro HACTyNaeT Ha MEPBOM IOy MU3HU OT CEpJIEYHO-
IbIXaTeIbHONW HETOCTATOYHOCTH. O

e bonesns [lomne ¢ mo3anum Hayanom (BIIIIH). BIIITH otinyaerca ot MBI
0oJiee MATKUMHU KJIMHUYECKUMU MPOSBICHUSIMH U TEYCHUEM, OTCYTCTBHEM
NOJIMOPTaHHOM maTojioruu (MOpaKeHHE cepllia KpailHe pelnko) u Ooiee
NO3JHUMH OCJIOKHEHUSIMH CO CTOPOHBI JIBIXaTENbHON CUCTEMBI B PE3YyJIbTaTe
cnaboct MpIII auadparMbl U MeXpeOepHO MyckyaaTypbl. OOBIYHO
MaIMEHThl TOTHOAIOT OT JIBIXaTeNbHON HEJIOCTATOYHOCTH U MH(PEKIIMOHHBIX
JIETOYHBIX ociokHeHui. Bpemst rubenu nmanuentos npu BIIITH 3aBucut ot
MOMEHTa Hayajga U TOCIEAYIOIIEeT0 XapakTepa TeYeHUs O0JE3HU U MOKET
HACTYIUTh B JIETCTBE, FOHOUIECKOM, B3POCJIOM HJIH MPEKIOHHOM BO3pacTe



JAunarnocruka

JKanoObl 1 aHAMHE3:

[Tpu MBII maTh yacTo *anyercs Ha TO, UTO peOEHOK:
e CTaJl IUIOXO OpaTh IPyapb U OTCTAET B BECE, IUIOXO INIOTAET, OBICTPO yCTAET
IIPY COCaHUU
® MAaJ0OaKTUBEH, OTCTACT B Pa3BUTUHU, PA3APAKUTEIICH, IIOBBIICHA [IOTIIMBOCTD
HE JIEP)KUT I'OJI0BY, HE MOXKET CaM IIEPEBOPAYMBATHLCS, HE MOXKET CECTh
4acTo 0oJieeT pecnupaTOPHBIMU UHPEKITUIMU
BCET1a IEPKUT POT IPUOTKPBITHIM, A3bIK YBEIUYEH
UMEET 4acTOE JbIXaHUe
4acTo OBIBAIOT 3aMOPbl, MHOTJA PBOTA
MMEET CHUKEHHBIN CIIyX

[Tpu BIIITH yacTo uMEIOT MECTO CIEAYIOIIUE KaT0ObI:
® [Iporpeccupyomiasi MblleyHas ciaabocTh (0COOEHHO MBIIIIBI TOSICOB
KOHEYHOCTEN M MPOKCUMAIbHBIEC OTAEIbI MBIIII KOHEYHOCTEN )

OcobenHocTy cobopa cEeMEMHOr0 aHaMHe3a Ipu nojao3peHun Ha BbII.
Crenyer BBISICHUTB:
® UMEH JIU MECTO ObITh PAaHHUE CMEPTH B CEMbE
e rubenp AeTel B paHHEM JIETCKOM BO3pacTe
® HAJIMYME HEOOBIYHBIX MBIIICUHBIX MMPOSBICHUH, MUOTIATHH Y POJICTBEHHUKOB
e HaOIOMAIACh M 3aJCPKKH (PU3UUECKOT0 Pa3BUTHSA B JIETCKOM BO3pacTe y
POJCTBEHHUKOB;
e uMeNoCh Jin y nanueHrta nossimenne KOK B anamuese

duznkanbHoe 00cae0BaHe

IlepBble npu3Haku U cumnTombl MBII nosiBisitoTcst yxe Ha 2-3 mecsanax xxu3nu. [Ipu
OCMOTpE Ha MEeIUAaTPUIECKOM MpreMe 00paiaeT BHUMaHHUE MBIIICUHAs] TUTIOTOHHS |
Iporpeccupylomias Mpliednasi ciabocts. JIumo pedeHka mpruodpeTaeT XapaKTepHBIH
BUJI: POT NPHOTKPHIT, MOJIOCTh pPTa 3aloJHEHA YBEIWYEHHBIM s3bIkoM (y 1/3
MJIaJICHIIEB), MUMHKA ociabyieHa. JlambHeWmuii OCMOTp BBISBISET TUIOTHOCTH MBIIIII,
O0OHapy>KMUBAIOTCS MPU3HAKU JABIXATSIIBHON M CEPACYHON HETOCTATOYHOCTH: OJIE€THOCTh
KOXKH, LIEHTPAJIbHbIA W aKpOLMaHO3, TUIEPrUApO3, CTOHYIIEE yYallleHHOE JbIXaHUE,
y4acTHE BCTIOMOTATEIIbHON MYCKYJIATyphl B aKTe JbIXaHUs, ne(opmarius

TPYAHON KIIETKU TIO0 TUITY «CEPJIEYHOTO ropOay, pacHIMpeHne TPaHuI] OTHOCUTEIHLHON
CEpIIEYHON TYMOCTH, OciabiaeHue mepudepuIecKor MyabCallui, TernaTOMEeTaws,
nepudeprueckue OTeKH.

AYCKYIbTaTUBHO B JIETKUX ’KECTKOE JbIXaHHE, YACTO - IPOBOJIHBIE XPHIIbI, OCTa0IeHUE
IBbIXaHUS CJIEBA, TAXUIIHOD; TOHBI CEpAUa TIIyXWE, CUCTOJIMYECKHM ILIyM HaJ BCEU
o0jacTbio cepAlla, HapylleHue putMa cepaua (Taxukapaus, Opaaukapiaus,
xenynoukoBas aputmusi). [lpu Gonee nmo3guem nedrore MBII - B anamHe3e yacTbie
pecnupaTopHbie UHPEKIUH.

HeBponoruueckuii ocMoTp OOHApY>KUBAET BBIPAKEHHYIO 3aJIEPKKy (PU3HUECKOTO




pa3BUTHs B BUJE HapylleHUs (HOPMUPOBAHHMS MOTOPHBIX HABBIKOB: CHHUXKEHA
CIIOHTAHHAs U MPOU3BOJIbHAS JIBUraTeIbHAs aKTUBHOCTb, PEOCHOK HE JAEPKUT T'OJIOBY,
HE MEePEeBOPAUYMBAETCS CAMOCTOSTENbHO, HE CUANUT. CaboCTh NPOKCUMAJIbHBIX MBIIIIILL B
MOJIOKEHUH JIeKa NpHAaeT peOeHKY XapaKTepHYI0 "MO3y JSATYHIKU", MpU MOMNBITKE
MOJIHSTH €r0 3a PYKH T'0J10Ba OTKHUAbIBaeTcA Hazaa. [Ipu yaepxanuu peOeHka Ha pyKe -
TUNUYHBIA BUJ "Bsiioro pedenka". BoaMoxHa nzbuparenbHas runeprpodus u
najabHaTOpHas MJIOTHOCTh MBI HIDKHUX KOHeUHOCTeH. CyXOKuibHbIe pedIieKchl B
ne0oTe MOTYT OBITh COXpPaHEHbl, HO IO MEpe MNPOrpecCUpoBaHMs 3a00JeBaHUs
yracatoT. B tabi. 2 npeacrasiiensl ocHOBHbIE cuMiitombl MITB.

Tabmuua 2. Ocuosusle cumntomel MEBIT no nanueim nureparypet [2,3,5,10,11,13,18,24]

Knuuunueckuii cummom YacroTa
Cuuapom «wsanoro  pedeHkaw», OBICTpOE NPOrPeccHpOBAHHE  MBILIEYHOT
cnafocT, AKCHANLHAA THIOTOHUA, CHHIKEHME MOTOPHOH aKTHBHOCTH, c1abocTh
_ a0 96%
MHMHYECKHX MBI, apeduiekcns B nosaueil craaun 3ab01eBaHNA, HKPOHOKHEIE
MEIILBL IUIOTHRIE TPH NANBIALHHA
Kapaunomeranus (nepkyccus) M NPHIHAKY cepledHOH HeN0CTATOYHOCTH 0 95%
Ienaromeranus (NepryceHs, Nanknaums) o 82%
Magkpornoccus 1o 62%
TpyanocTH npu BCKapMIMBAHHHA W HU3KaA npulaBka B Bece o0 50%
Hactele pecnuparopHble MH(EKUMH, PECMPATOPHBIH AMCTpECC M CHHMKEHME
30-40%
AbIXatelsHOl QyHKIHKH
BricTpoe H HeyKIOHHOE NporpeccHpobaie 3abolieBaHus 100%

Ocobennoctu ¢usnkanbHOoro oocnenosanus npu BITTTH
[Ipu ocmoTpe manmMeHTa KpailHe Ba)KHO BBIJICIHTH HACTOPAKUBAIOIIME CHMIITOMBI
BIIITH:

e (CnaboCTh MBI ITEPeTHEN CTCHKH JKUBOTA

e (CiaboCTh MapacnuHAIBHBIX MBIIIII (JTOPA03, KH(}O3, CKOIHO03)

e (CiaboCTh STOAWYHBIX MBI U TPYAHOCTH YyJAEpKAHUS PABHOBECUS IPHU

BCTaBaHHUH

o COXpaHHOCTb CHJIBI YETHIPEXTIABBIX MBI TMPH CIA00CTH MBIIII] APYTUX
OTJIETIOB
Crnabocthb crubateneii meun
Cnabocth quadparmsl, OABIIIKA
CnabocTh MBI SI3bIKA
CnabocTh MUMHYECKHUX MBIIII, OCOOCHHO aCUMMETpUYHAs
YTpeHHsisi ToNoBHAsI 00JIb, TAaXUKAPAWS, THEBHAS COHJIMBOCTH, HEOOBITHAS
YTOMJIIEMOCTh
[Ipu ocMmoTpe pEeKOMEHAYeTCS MPOBECTH TECTUPOBAHWE MBI PA3HBIX TPYIIT C
BBITIOJTHEHUEM TIPOCTBIX 3a/IaHHH, IO PEe3yJIbTaTaM KOTOPHIX MOXHO CO 3HAYUTEITHLHOM

BEPOSITHOCTbIO OOOCHOBaTh HEOOXOJIMMOCTh OOCIIEIOBAaHUS MALMEHTa Ha HaJU4He
BIIITH.



Tabnuua 3. Beinonxenne asurarensHeix Tectos npu BITTH [11]

Buinonuser 0ez | Brinonuser ¢ He momer
[peneasnaemoe 3ananne
TpYaa TPYLOM BLIIOJIHUTE
[MoanaTe pyKH HAJ rONOBO 55% 29 % 16 %
[MpuHaTe BEpTHKAILHOE MOJNOKEHHE 14 % 45 % 41 %
U3 NONOMEHWH  HAKIOHHMBLINCE
BlIEpEN
Berate ¢ Hu3koro cryna 12 % 53% 35%
Berare  ©Oez  noMowmu  pyk M3 8 % 37 % 55 %
[OJIOKEHHS JIEXA HA CIIHHE
[MoanpeIreyTs HA MecTe 6 % 29% 65 %
Xoaeba BEePX/BHHI N0 JIECTHHLE 2% 57 % 41 %
[MoaHATE HOIY B NONOKEHHH JIeKa 2% 43 % 55%
[MoausaTees ¢ KOpTOYEK 2% 22 % 76 %

JlabGopaTopHas AMArHOCTHKA

- PexomeHnayetcst mpoBelieHHE OMOXMMHYECKOTO aHaju3a KpPOBU C OIpe/elieHHeM
ypoBHs ceiBopoTouHoid KOK, AJIT, ACT, JIAT'

- Pexomennyercs onpeaenenne aktuBHOCTH KA (kucmoit ManbTasbl) B MSITHAX KPOBH,
BBICYIIIEHHOW Ha PUIBTPOBAIBHOM Oymare, JeiKouTax rnepudepuyeckoil KpoBH.

- PexomeHnayeTcs onpezencHue ypoBHs Hatpuitypetndeckoro nentuna (NT-proBNP)
st MBIT

-PexomenioBaHo  TpoBeEeHHWE ~ MOJEKYJISPHO-TEHETHYECKOTO  MCCIEOBAHUS:
BbIsIBJICHHE MyTanuid B reHe GAA METOAOM CEKBEHUPOBAHUS KOAUPYIOUIUX U
MIPUJIETAIONIUX UHTPOHHBIX 00JacTei

- PekoMeH10BaHO THUCTOJIOTMYECKOE, MO0 MMMYHOTHCTOXUMUYECKOE HCCIIeIOBAHUE
MBIIIIEYHOTO OMONTaTa — TOJIBKO MPH HEBO3MOXKHOCTH ompesiesieHust akTuBHOCTH KAT
WJIU TIPOBEACHUS MOJIEKYJISIPHO-TEHETUYECKOTO TECTUPOBAHUS

NHcTpyMeHTalIbHASL AMArHOCTHKA

- PekoMeH10BaHO MPOBEICHHE CTUMYJISIIITUOHHON U uroiapyaTtoit OMI

- PexomenmoBaHo poBeieHNE PEHTTEHOTPaQUN OPTaHOB IPYTHOMN KIETKU

- PexomenioBano nposenenne Y3U OpromrHoit momoctu, KT, 9xoKI', ®B/J]




JupdepenunanbHas IMarHOCTUKA

Cnoxnocte guarHoctuku BIIIIH onpenenserca orcyrcTBHeM cnenupUYECKUX
KIIMHUYECKUX CHMITOMOB, XapaKTEpHBIX g OOJBUIMHCTBA HEPBHO-MbBIIICYHBIX
Oose3Hel, a Takxe 18 pazHOOOpa3ueM UX COYETaHUs, BPEMEHEM MOSIBICHUS U TSXKECTH
B mnpoiliecce pa3Butus oonesnu. {uddepennuansuas auarsoctuka MBII nmpoBoautcs
CO BceMU 3a00JI€BaHUSIMU, OCHOBHBIM KIMHUYECKUM MPOSIBICHUEM KOTOPBIX SIBISETCS
CUHIpOM Bsuioro peOeHka. IlepeueHb OCHOBHBIX 3a00JieBaHUN BXOJAIIUA B
muddepenunansablii nuarnos3 npu BITHII npeacrasnen B Tabi. 5.

Tabnuua 5. Ocnoeuele 3abonepanus ans audpepenumansioro auardosa BITITH

Tun HapyleHus Juarnoa (cHOBHBIE CXOKHE CHMITTOMBI

[ToscHO-KOHEYHOCTHAH MBIILIEYHAR [Tporpeccupytomas cnabocts
aucTpodus MBI MOACOB HUKHHX

Huerpoduuonaruu (MuoaueTpodus | KOHEYHOCTEH, KPBLUIOBHIHEIE

Jwwenna, bekkepa) JIONATEH, KPaMIH, NOBLILISHHE
MuodmOpunaspHas MuonaTus KK

MeleuHsle Muoronnueckas aucrpodus 2 Tuna

aHeTpoduu [IneyenonarovHo-nuLeBas

MHOHCTPOfMs
Bonesns Janouna
X-cueruieHHas MHOIIATHA

JInuenonaroYHOKOHEYHOCTHAR

MblleYHAA AHCTPOdHs

[Monumuosur [TocrenenHo passuBaolancs
Bocnanurensuas _

MHOIHT ¢ BKIHOYEHHAMH CnadoCTh MBILIL, MOBBILEHHE
MHOIATHA

KdK

HemuennHoBas MHONATHA Muleunan cnabocTs,

Bonezns UEHTPANLHOIO CTEPHAHS U FHIOTOHHUA TPH HOPMAJILHOM

MYJILTHCTEPHHEBAS MHOIATHH HJIH YMEPEHHO NOBLILEHHOM
Bpoxnennsie

HenTpoHykieapHas MHOIATHA ypoeHe KOK, Hannuun
MHOTATHH

Muonarud ¢ rHaJIHHOBLIMH CKe/eTHbIX HapylueHHii

TENbIAMH

[Tpoune BposcieHHbIe MHONATHH

[Mmukorenoas: [la, IV V u VII UnoTOHKA, renaroMeraims y

THIIOB neteit, cnadocTh MBILLII,
MeTtabonnyeckue

MUTOXOHAPHAIBHEIE MHOTIATHH YTOMIIHEMOCTh, c1ad0CTh MbILLLL,
MHOTATHH )

ZKupossle MHODIATHY CHHIKEHHE YCTOHUHBOCTH K

Harpy3kam, nossiuendne KOK




Bonesun

MOTOHEHAPOHA

CrnuHankHeIe MENLIIEYHEIE aTpOduN,

hn 1w 111

bynsbocnuuansHas amuotpodus
(Gonesns Kennenu)

bokosoii amuotpodmueckuii

CKIIEpO3

CnabocTe MBI, HApYLIEHHE
JBIXAHUA, aTPOQUS MBILILL,

BOIMOKHO noeelmenue KOK

bonesnu HepeHO-
MbILLIEYHO

nepejaqu

Muacrenus rpasuc
BpoxeHHEIe MHACTEHHYECKHE

CHH/APOMEI

Cunypom Jlambepra-Hrona

Hapywenus asixanus, cnadocTsb

MBILLL, YTOMIAEMOCTE

ACHMIITOMHOE

noesienne KK

B'I'ﬂp HYHAA MHOIMATHA, BEIKYAH

JIEKAPCTBEHHYIO

[Tosrimuenune KOK




Jleuenue

Panpmie Oone3nr IlomMme cuuranach HEHM3JIEYMMBIM 3a00JE€BaHUMEM, TaK Kak
€AMHCTBEHHBIM CIIOCOOOM €€ JICUEHMsI SBIISIETCS 3aMecTuTesbHas Tepanus. CeroaHs
BBIITYCKAETCS JIEKAPCTBEHHBIN MPENapar, KOTOPbIA MOXKET PaCILEIUIATh CKOMUBIINNCS
B KJIETKAaX IJIMKOTeH. JT0 Mailo3aiiM, IEHUCTBYIOIINM BEIIECTBOM KOTOPOTO SIBJISETCS
anriaoko3uaza anbpa - PEepMEHT, MOJYYEHHBIH MO TEXHOJOTMU PEKOMOMHAHTHOU
JIHK ¢ wucnonp30BaHMEM KIETOYHOM KYJIBTYpbl SIMYHHKA KHTAMCKOrO XOMSKa.
[IpousBoautens - papmaneBTuyeckas komnanus Jxensaitm (Hunepnanbr).

Knuanueckue HUCCJICAOBAHUA TMOATBCPANIIN 3(1)(1)6KTI/IBHOCTB JAaHHOTO IIperaparta 1npu
smeyennu oojie3nu [lommne. Ho 3(1)(1)GKTI/IBHOCTB BO MHOI'OM 3aBHCHUT OT TOT'O, HACKOJIBKO
CBOCBPCMCHHO OBIJ10 BBISBJICHO 3a00JIEBAaHKME M HAYaTa 3aMECTUTCIbHAS TCparu-.

Ecin neueHne OblIO HA3HAYEHO BOBPEMs, TO BO3MOXHO OOpaTHOE pa3BUTHE
U3MEHEHUH B KJIETKAaX CKEJIETHOW U IIaJKOW MYCKYJIaTypBhl.

JleueHne TPUBOIUT K TIOJTHOMY WJIM YaCTUYHOMY BOCCTAHOBJICHHIO (DYHKIIMH
BHYTPEHHUX OPraHOB U 3HAYUTEILHOMY CHUXEHUIO CMEPTHOCTH MpH MHGAHTUIHHOM
dopme 3aboneBanus (¢ 98% O6e3 neuenus 1o 2% npu TPABHWIBHO Ha3HAYEHHOM
neuenun). [Ipu B3pocnoit popme 3a0osieBaHUS TaKKE OTMEUAETCS IMOJONKUTEIbHBIN
sbpdext ot nedyeHus. BoapHBIM Ha3HAUAIOT BHYTPUBEHHOE KarelibHOE BBEJCHUE
npernapara KaKJble JIB€ HEIENU Ha NPOTSKEHUU IJIUTEIHLHOTO BpeMeHHU. boye3Hb
[lomne - 9TO TsXenoe HaclIeICTBEHHOE 3a00JieBaHUE, KOTOPOE TOJIBKO-TOJIBKO
HAYMHAIOT JIEYUTh TPU TOMOIIM 3aMECTHTENbHON Tepanuu. OneiTa JIMTENBHOTO
NPUMEHEHHS 3aMECTUTEILHON TepaInu y TaKuX OOJBHBIX MOKA HET.

- PexomenmoBana moxu3zHeHHas ¢epMeHTHas 3aMmecturenbHas Tepanus (D3T)
PEKOMOMHAHTHON  YEJOBEYECKOW  KHCIIOW  O-TUIFOKO3WIA30M  TAaIMeHTaM ¢
MOATBEPKICHHBIM JUArHo30M Oosie3Hu [lomrre

- Ilpu pa3BUTUM JBIXaTEJIbHOM HEAOCTATOYHOCTH PEKOMEHIOBAaHA HEWMHBa3MBHAS
KHUCJIOPOJIHAS TIOJIEPKKA

- Ilpu pasButnn WHOEKITMOHHBIX OCIOKHEHHUU PEKOMEHIOBAHO HE3aMEIUTEIHbHOE
Hayajgo arpecCMBHON aHTHOAKTEpHUAIbHOW Tepanmud B MAaKCUMaJbHO BO3MOXHBIX
TEPaANEeBTUYECKUX J03aX

- Ilpu HEoOXOomMMOCTH (CKOIUIEHHE CEKpeTa, pedIIIoKC) PEeKOMEHJ0BaHA CaHAIIHS
JbIXaTEIbHbBIX MyTeH

- PexoMeHIOBaHO TPUMEHEHUE IIperapaToOB KaJbIMSA, MarHus, BHTamMuHA D,
oucdochonaToB



JakirouyeHue

W3HayanbHO HAI0 OTMETUTh, YTO CHMITOMATHKAa JI@HHOTO 3a00JIEBAHUS MOKET
MPOSBUTHCS B JIIOOOH MOMEHT M B JIIOOOM BO3pacTe, HauMHas C MJIAJEHYECTBA U
3aKaH4MBas 3pesocThio. OHAKO BCE MAIMEHThl MPOXOJIAT OJMH MYTh: MOCTEIIEHHOE
HAKOIUICHUS] B OpraHW3Me TJMKOI€Ha, 4YTO HEU3MEHHO MNPUBOJUT K MbIIICYHOU
muctpoduu. Ilpu 3TOM TsKECTh 3a001€BaHUs MOKET ObITh pa3HOM. 3aBUCHUT BCE OT
BO3pacTa €€ NpOsBIEHHUS, a TakXKe OT BOBJIEUEHHUS B OOJIE3HETBOPHBIN MpoLECcC
pa3IUYHBIX OPraHoB M CHCTEM (dallle BCEro OBIBAIOT JIbIXaTeJbHbIE, CEpPACUHBIE U
CKEJIETHbIE TIOpakeHMs). TyT Takke Ba)XKHO OTMETUTh, 4To Oosie3Hb [lomre ObiBaet
pa3HbIX BUAOB. Tak, MEIUKHU TOBOPAT O KJIACCHUYECKOM U HEKJIacCHYeCKoW (gopme ee
NPOTEKAHMUS.

bonesnr Ilomme sBisieTcss TeHeTHYeCKH AeTepMuHupoBaHHOU. [Ipemympeauts ee
pa3BuTHE Y peOCHKa MOKHO TOJBKO Ha ATare MIaHUpOBaHUS OEPEMEHHOCTH.
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