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KpaTkoe nzjioxenune npuHATHIX pemienuii: boiaesns Kpona
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Iloka3zanus

IlokazaHus K 3HTEpaIbHOMY MUTAHUIO: MPEIyNpPEKICHUE U JEUCHUE
HEJOCTaTKA MUTAHUs, JICUCHUE 3aJEPKKHU POCTa U Pa3BUTHUS Yy ACTEH U
MOJPOCTKOB, YJIYyYIICHUE KA4ecTBa >KU3HH, TEpamus oCcTpor (a3l 3a-
OoneBaHus, oOecrieyeHWE MUTAHUS B IEPHONEPALIMOHHOM TEPUOIE,
MoJIIep)KaHNe PEMHUCCHH TIPH XPOHUYECKOM pPELUANBHPYIOMEM 3a00-
JIEBaHUH.
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Oo6ocTpenue
3a00JIeBaHUsA

Y B3pOCIBIX SHTEPATLHOE MUTAHUE KaK OCHOBHOW METO/| Teparuu 000-
CTpeHus 3a00JIeBaHUA CIelyeT NCIOIB30BaTh TIIABHBIM 00pa3oM TOr/Ia,
KOT/Ia HEBO3MOIKHA TepaIisi KOPTUKOCTEPOUTAMHU

34

KomOuHaTopHyio Tepanuio (3HTEpaabHOE MUTAHWUE W JICKAPCTBCHHBIC
COCIMHEHHUSA) CIEeAyeT UCIOIB30BaTh Y MAIlMEHTOB C HEJOCTATKOM IIH-
TaHUS, a TaKKe Y OOJBHBIX CO CTEHOZUPYIOIIUM MOPAKEHUEM KHIIKU
BOCIIAJINTENIEHOTO TEHE3a

34

VY nereit ¢ 6onesnpio KpoHa 3HTepanbHOE MUTaHHE PacCMaTpPUBACTCS
KaK METOJI Tepanuu nepBoro BeIOOpa

3.6

[Hognepxanue
peMuccun

B ciydae coxpanstomierocs BOCIAIUTEIHHOTO MPOIEcca B KUIIIEUHUKE
(Hampumep, MaMEHTHI, HY>KAAIOIIUECS B TIPUEME CTEPOUIOB) CIIEAyeT
MEPOPATHHO MCIOJIB30BATh MPENaparhl A HCKYCCTBEHHOTO MTUTAHUS

3.6

[Ipn nuTensHON KIMHUYECKOW pemuccuu (> roja) U OTCYTCTBUH Jie-
(unuTa TUTaHWUSA ONATONPHUATHBIN A(PQGEKT SHTEPATHHOTO IMUTAHHS
(mpenapatsl A7l HCKYCCTBEHHOTO IUTAHUS IIEPOPaIbHO MM 30HI0BOE
MUTaHNE) BBIABIEH HE ObLI

3.6

IIuranue B
MepUOIIEepaTHUB-
HOM IIEPUOJE

VY nanuentoB ¢ 6osne3npio KpoHa ¢ neduiuToM Maccel Tela B J0OIe-
PAIlMOHHOM TIEPUOJIC U HU3KOW KOHIIEHTpAaIUel anbOyMHHA B TIEPUO-
MIEPATUBHOM TIEPHOJIE CJIEYET UCIIOIh30BATh UCKYCCTBEHHOE MTUTAHNE

3.5

Peanunizanus

Jia ynydimmeHust COCTOSHUS MTUTaHUA W YCTPAHEHHsI ITOCIICICTBHIA He-
JocTaTKa THTaHUS (HalpUMep, 3aJep)KKa pocTa) B JIONOJHEHHE K
OOBIYHOMY MHUTAHUIO CIEAYET MCIOIb30BATh 30HAOBOC MUTAHHUE H/HIH
TIperaparhl JIsi ICKYCCTBEHHOTO MTUTaHUS TIEPOPATBHO

3.1/3.2

3a cyer cnenmaiIbHBIX JOOABOK CIENyeT CKOPPEKTHPOBATh YACTHEIE
ciy4au ASQUIIMTHBIX COCTOSHUH (MUKPO3JIEMEHTOB, BATAMUHOB)

3.1/3.2

B cunmy MeHbIIel 4acTOTHI OCIIOXKHEHUM MPEANOYTEHHE CIEAYyeT OT-
JAaTb MOCTOAHHOMY BBCICHUIO BCHICCTB IIPU 30HAOBOM IIMTaHWHU, a HE
uX (QPaKIMOHHOMY MOCTYIICHUIO

4.2




Cnocod [Ipn mepopanbHOM HCHOJIB30BAHMM IPENApaToB ISl HCKYCCTBEHHOTO A 4.1
MOCTYNJIEHUSA MUTAHASA KOJMYECTBO MOCTYMAIONIEH SHEPTUM B JAOMOTHEHUH K OOBIY-
HOMY MTUTAHUIO MOKET OBITH yBemuueHo a0 600 kkan/cyT
[Ipy HEOOXOIMMOCTH TMOCTYIUICHUS OOJBIIEr0 KOJIMYECTBA SHEPTUHU C 4.1
CJIeTyeT MCIIOIh30BATh 30HI0BOE MTUTAHNE
30HA0BOE THTaHHE MOXKET OBITH 0Ee30MacHO 00ECIeYeHo HCIOIB30Ba- B 4.2
HUEM Ha30racTPajbHOIO 30HJA WIH YPECKOKHON 3HIOCKOIHMYECKON
racTpOCTOMHUEH
Tun gpopmyJibl
npenapara
Oboctpenne CymiecTBeHHas pa3HANA MEXTy 3¢PGdeKTaMu TpernapaToB U3 cBoOO- A 4.4
60s1e3HH HBIX aMHHOKHCIIOT, PENapaToB, COEpKaIUX HEeNTH b, U TPenapaTos
13 [EJIBHOr0 OeJIKa MPH 30HA0BOM MMUTAHUHN OTCYTCTBYET
[Ipemapatsl u3 cBOOOMHBIX aMUHOKHUCIIOT M TIPENapathl, COJepKaIIue 4.4
TENTH/IBI, KaK MTPABIIIO HE PEKOMEHTYIOTCS
B cuny Toro, 4yTo 4eTKHe NpeuMyllecTBa MpPenapaToB i SHTEPATbHO- A 4.5
ro MHUTaHWS ¢ MOJTUPHUIHNPOBAHHOW (Qopmyinol (MoanbUIIMPOBaHHEIE
JKUPBI, OOOTalleHHBIE OMeEra-3-)KUPHBIMH KHCJIOTaMH{, TIyTaMUHOM,
TpanchopmupytommmM dakropoMm pocta  (TGF-B)) BIABIICHEI HE OBI-
JIM, OHU HE PEKOMEH/I0BaHbI JJIsl MCIIOIb30BAHHUS
Henocrarok VY manueHToB ¢ 6one3npio KpoHa ¢ HEIOCTaTOYHBIM MHUTAaHUEM DHTE- C 33
MTUTaHUS pabHOE NMUTAaHUE MOXKET YIYUIIUTh KAa4eCTBO KU3HU
KpaTkoe n310:eHHe NPUHATHIX pelleHUii: SI3BeHHbII KOJINT
IIpenmer Pexomennanuu Crenenn [IyHkT B
aHanm3a 000cHO- | pexomeH-
BaHHOCTH | mammsix
Iokazanus
Henocrarok VY nmauMeHToB C HEAOCTATKOM NMHUTAHUS WIA HEAJIEKBAaTHOM IOCTYILIE- C 9
TTUTaHMSI HUY MUTATEJIBHBIX BEIECTB CAEAYET HayaTh HCKYCCTBEHHOE NTUTaHHE
Oo6ocTpenue Brnusnue MeponpusiTuii 1Mo yIy4IIeHHIO COCTOSIHUSI MUTaHUs (KOH- C 10
0o1e3HH CYJNBTUPOBAHKE 110 BOTIPOCAM MUTAHMUS, IEPOPATLHOE BBEICHUE TIperia-
paToB IS HMCKYCCTBEHHOTO MHUTAHHA, 30HAOBOE NHTaHHUE, MapeHTe-
panbHOE NMHTAaHWE) HAa AaKTUBHOCTb BOCHAIMTENBHOTO Ipoliecca MpU
OCTPOM U 000CTPEHUH XPOHUYECKOTO SI3BEHHOTO KOJIUTA BBISBICHO HE
opu10. [T09TOMY Kak MeTox JiedeHns aKTUBHO S3BEHHOTO KOJIHMTA JHTe-
paJibHOE NMUMTaHHe HE PEKOMEHI0BAaHO
ITonnepxxanue DHTepaTbHOE MUTAHUE HE PEKOMEHTYEeTCS C 11
peMHCcCHU
Peanuszanus CoOTBeTCTBYIOIIMMHU 100aBKaMH K PalOHY CIelyeT Ha3HA4YUTh Tepa- C 11
MTUIO YaCTHBIX CIy4YaeB Ne(OUITUTHBIX COCTOSHIH
Tun ¢popmyasl | Brusaue cnenmanbHBIX CyOCTpaTOB (OMera-3-)KHpHBIE KHCIOTHI, TIIy- 10
npenapara TaMUH, OyTHpaT) Ha aKTUBHOCTH OOJIE3HH NMPOTHBOPEUYHBO U HE JOKa-

3aHO

KpaTtkoe uzio:keHue NpuHATHIX pemieHuii: CMHAPOM KOPOTKOH KHUIIKHU




[Ipeamer Pexomennmanuu Crene”np [lyHkT B
aHanm3a 000ocHO- | pekoMeH-
BaHHOCTH | mamumsx
[oxa3zanmue [Moxneprxka w/umu yinydiieHHe COCTOSIHHUS MUTAHUSA, YIy4IllIeHue OCTa- 15
TOYHOM (yHKIMM KHUINeYyHWKa (amanTtanusi), YMEHBIICHHE IHapeu,
VIIYYINICHHE KaYeCTBA XKU3HU
Cnocod mocrty-
TUICHHUS
daza  mocne- | O0sA3aTENbHO MapeHTEpPANbHOE MMUTAaHHWE IS TapaHTHPOBAHHOTO TIO- C 17.1
OTIEpPAIIMOHHON | CTYTUICHHS TUTATENBHBIX BEIIECTB B aJJleKBATHOM KOJMYECTBE, BOCIIOIN-
runepcekpennu | HeHus )KUIKOCTH U 3JIEKTPOIUTOB
daza s ynmydiieHus ajanTal KHINIEYHUKA CIICAYET HMCIIOJIb30BaTh 30H- C 17.2
aJarnTanim JIOBOE TIMTaHWE C BBEIEHHUEM IMTATEIBHBIX BEIIECTB B HEOOIBIIOM
00BEME B 3aBHCHMOCTH OT 00beMa TePsIeMON KUIIETHHKOM KHJIKOCTH
ITo Mepe MOCTENEHHOW amamnTaIuy CIIeIyeT O0eCIeUnBaTh SHTEPANTh- C 17.2
HOE MuTaHue (IS YBEIMYEHHUs] BpeMEHH abcopOLuu — Jake HOYBIO)
KaK JTOTIOJTHUTEbHBI KOMITOHEHT K OOBIYHOMY ITHTaHUIO
®aza noxanepxk- | Ecnu HopManbHBINA CTaTyc NUTAaHUS HE YAAETCS MONAEPKUBATH TOJIBKO C 17.3
Ku/cTabunuza- | UG OOBIYHBIM MHTAaHUEM, CIEIyeT MCIOJIh30BaTh IMEPOPATEHOE BBE-
11U JICHHE MUTATEIbHBIX BEIIECTB WM 30HAOBOE NMUTaHHE
Tun popmyner | Tlo cymiecTBy, MOTpeOHOCTH B CHENUANIEHOM COCTaBe CMeced JJIs Iu- C 16
mperapara TaHUs HeT. MOXKeT UMETh MeCTO MOTPEOHOCTh CYIIECTBEHHOTO yBEIH-
YeHHsI MOCTYMAIOIIeH dHEPruu U MOAM(UKAIMK COCTaBa CMECeH I
IOUTaHMsI B 338BUCHIMOCTH OT CTETICHH MaJbaOCOpOIHN
B cBA3u ¢ mpOTHBOPEYUBBIMU pe3yJbTaTaMH JieueOHOE MHUTAaHUE, Ha- C 18
NpaBlIeHHOE Ha YCKOpEHHE alJanTaliy KUIICYHHUKa, MCIOIb30BaHHEM
PEKOMOMHAHTHOTO TOPMOHA POCTa, TIIOTAMHUHA, IIPETIapaToB CO CIIEHH-
aIpHOM (popMyIIOi (HU3KOE COAEpKaHNE KUPOB, BRICOKOE COIECPKAHIE
YTJIEBOIOB) OOBIYHO HE PEKOMEHAYETCS
3. KakoBbl TepameBTHYeCKHE IeIH HCMOJb30BA-  mepanusi KOPMUKOCMEPOUOAMU HEBO3MONCHA, Ha-

HUSI JHTEPAJILHOT0 MUTAHUS?

Kax u npu opyeux 3abonesanusx, 0CHOGHbIMU Yes-
MU AGIAIOMCA:

- I[Ipeoomspawenue u neuenue Hedocmamka numa-
HUs.,

- Vayuwenue npobrnemovl 3adepoicku pocma u pas-
sumus y oemeli u NOOPOCMKOS,

- Vayuwenue xauecmea scusnu.

3.4. OcHoBHasi Tepanusi o00ocTpeHUsi 00JIe3HU
Kpona.

Onmepanvioe numawnue (nepopanvHoe 6gedenue
cmecell 0 UCKYCCMBEHHO20 NUMAHUS U 30HO080€ Nu-
manue) 3¢pexmusnvt 6 mepanuu obocmpenus 3a60e-
eanusi. Ho y e3pocrvix 6boneli mepanesmuyeckou 3¢h-
gexmusnocmuio obnadarom xopmukocmepouowvl (la):
HOOMOMY Y 63DOCIbIX IHMEPATbHOE NUMAaHue Kax oc-
HOBHOU Memo0 mepanuu obocmpeHrus 3a601e6aHUs Cle-
oyem UCNOIb308AMb 2NAGHLIM 00paA30M Mo20d, Ko2oa

npumep, 8 C6A3U ¢ HenepHOCUMOCMbIO ULU OMKA30M
(4). Kombunamopunass mepanus  (IHmepanvbHoe
numaHue U JAeKapCcmeeHHble COeOUHEHUs) NOKA3AHA
nayueHmam ¢ HeOOCMAMKOM NUMAHUSA, a MaKdice
OONbHBIM CO CMEHO30M KUWEYHUKA 80CHANUMENbHO20
eenesa. (C).

YV oemeii ¢ 6onesnvio Kpona sumepanvnoe numa-
HUe paccmampueaemcs KaKk Memoo mepanuu nepeozo
svibopa.

3.6. Ilognep:xkka peMucCHH.

Y oemeii u 63pocnvix orumenvrocms pemuccuu u
nocaedyrwell 4acmomsl peyuousa nocie pemuccuu
APU UCNONB308AHUU IHMEPATLHO20 NUMAHUA CONOC-
MABUMbL C MAKOBLIMU NOCAE MEPANULU KOPMUKOCHe-
poudamu (Ib). B cnyuae coxpansiowezocs eocnanenus
KuwleuHuxka (nanpumep, y NAyueHmos, HysHcoarnuuxcs
6 npueme KOPmMuxKocmepouoos) Ovlia noKa3ana ¢h-



GpexmusHocms NEPoOPaAIbHO20 UCNONb308AHUSL NPENnapa-
moe 01 uckyccmeennozo numanusi(B).

Ilpu onumenvrou knunuyeckou pemuccuu (> leooa)
u omcymcmeuu Oepuyuma NUMAHUs OAA2ONPUAMHBLU
aexm sHmepanbHo20 numManus (nepopaibHvle npend-
pamul 07151 UCKYCCMBEHHO20 NUMAHUSL ULU 30HO080€ Nu-
manue) 6via6LeH He OblL.

9. Iloka3aHo Jiu 3HTepajibHOE MUTAHME JJI Jie-
YeHHUA HeJOCTATKA MUTAHUA MPH A3BEHHOM KoJnTe?

Ecnu umeem mecmo nedocmamox numanus uiu He-
adekgamnoe nocCmMynjienue HUMAMeIbHbIX GeUecems,
credyem nauams uckyccmeennoe numanue (C). Yacm-
Hble cayuau 0eQUYUMHBIX COCMOSIHULL NOONeHCam Kop-
pexyuu cneyuanbHuiMu 0obaskamu (Hanpumep, oegu-
yum cncenesza) (C).

10. IToxa3zaHo M 3HTepajbHOEe NHUTAHHE [JIfA
JIYeHHs] AKTHBHOI'0 I3BEHHOI'0 KoJuTa?

Bruanue meponpusmuti no yayuuienuro coCmoanus
numanusi (KOHCYIbMUposanue no 60Npocam NUMAHUs,
nepopanvHoe ggedeHue npenapamos Ojis UCKYCCMEEHHO-
20 NUMAHUs, 30HO060e NUMAHUe, NAPEHMEPAIbHOE Nu-
manue) HA AKMUBHOCMb 60CHANUMENbHO20 Npoyecca
npu OCmpom U 060CMPEHUU XPOHUUECKO20 A36EHHO20
KOIUMA 6bIAIBNEHO He Obllo. 3HaueHue cneyuanbHulx cyo-
cmpamog (omeea-3 JicupHbvle KUCTIOMbL, 2IYMAMUH, Oy-
mupam) Ha aKMuGHOCMb OONE3HU NPOMUBOPEUUBO U He
ookazano. [losmomy 6 xauecmee memooa nevyeHus ax-
MUBHO20 A36EHHO20 KOAUMA IHMEPAIbHOe NUMAHUE He
PEKOMEHO0BAHO.

13. Kakoe Bausinue 3a00JieBaHUe OKa3blaeT Ha
COCTOSIHME TIMTAHUSI, a2 TAK:Ke 00MEH YHEPruu M Me-
Ta00/1U3M CyOCTBPATOB?

Baoichblm  komnonenmom  cunopoma  KOpOMKOU
Kuwku sgisemcs manvabcopoyus. Cmenenv u mun He-
docmamka NUMAHUSL 3A6UCUM OM CHENeHU U mecma
pe3eKyul, a maxdce om YeroCmHOCMU U CNOCOOHOCMU K
adanmayuyu ocmasuielics yacmu Kuweynuxa. Hapywe-
HUs 0OMeHa 3Hepeuu u memaboausma cyocmpamos 0o
CUX NOP He 0XapaKmepu308aHbi.

17. KakoBo BiaMsiHMe JHTEPAJLHOr0 MUTAHUS HA
pa3iuyHble (pa3bl CHHAPOMA KOPOTKOM KUIIKH?

17.1. ®a3a noceonepanMoHHOI rUNepceKpennu.

B a3y eunepcexpeyuu 011 eapanmuposanno2o
obecneyenus nUMamenbHbIMU 6eujecmeamu, 60CHOIHe-
HUSL HCUOKOCIU U IeKMPOIUMBO 00A3aMeNbHbIM A6~
emcsi napenmepanvroe numarue (C).

17.2. ®a3a axanTanuu.

Y nayuenmoe ¢ cunopomom Kopomkou Kuuiku
OISl YAYyHueHUus: a0anmayui KUMe4HuKa pexomeHoy-
emcsi NOCMOsIHHOe 30HO0080€ NUMAHUE C 88edeHUeM
NUMAamenbHbiX geujecms 6 HeboabUOM 00beme 6 3a-
gucumocmu om obvema mepaemMou KUUEYHUKOM
AHCUOKOCUL.

Ilo mepe nocmenennou adanmayuu ciedyem
obecneuusamov dHmMepPAIbHOE numanue (01 yeenuye-
HUsL 8pemenu abcopoyuu — oasice HOUbIO) KAK OONOJ-
HUMENbHbLI KOMHOHEHM K 00bIYHOMY RUMAHUIO.

17.3. ®a3a noaaep:KKu/cTAOMIU3AIMH.

Ecnu Hopmanvhulil cmamyc numanust He yoaemcs
HO00epIICUBAMb MONLKO UL 0ObIYHLIM NUINAHUEM,
crnedyem UCHOIb308aAMb NEPOPATbHOE B6COeHUE NU-
mamenvHulX 6eujecms unu 30noosoe numanue (C).



