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Poccunckas getckas kKnuHmyeckasa 6onbHuuUa



UHdopmauuAa o0 npeArnaraeMoM K BKAIOUEHUIO 3aboneBaHuMM

CuHppombl nunoguctpocdmm (EB8.1) npencraBnsaoT coOOM reTeporeHHyto
rpynny peaknx 3aboneBaHWnin, XapakKTEPU3YIOLWMXCA MOMHOM WKW YaCTUYHOM
noTepen MNOOKOXHOW >KUPOBOW KIIETYATKN, a TakKKe €e HenpaBuibHbIM
nepepacnpegeneHmem.

Kak wn oxupeHue, 3T 3aboneBaHusi COMPOBOXAAKTCA  pPas3nUYHbIMU
METaboNMMYECKNMM  HaPYLUEHUSIMU: WHCYNTIMHOPE3UCTEHTHOCTBID U CcaxapHbIM
AnabeTom, >KMPOBbLIM renaTto3oM W cTeatorenatutoMm, AUCIUNNOEMUEN,
apTtepuanbHomn rMMNepTEH3NEN. Cneuundonyecknn caxapHbin  guaber,
pasBMBAIOLLNNCS NPU NIMNOANCTPOUAX B pe3ynbrate HapylleHuss agmnoreHesa
W, Kak cnegcteMe, nNUNUAHOIO W YyrmeBoAHoro ob6bmeHa, HasbiBatoT
nunoatpoguyeckum gnadbeTom.

3abonesaemocTtb 3abonesaHue BXOAUT B ORPHA:98305-98307
1:10 000 000

[lepeyeHb peagKkux OMIM: 151660 615238 608600
PacnpocTtpaHeHHOCTb

1:1 000 000 (opdaHHbIX) 3aboneBaHUM 613877 604367 269700 606721
B P® BbisBneHo 14 peteii M3 PO (31052021) @ 608594 612526 613327 ... @

https://minzdrav.gov.ru/documents/9641-perechen-redkih-orfannyh-zabolevaniy 2

https://www.orpha.net https://omim.org/



https://www.orpha.net/
https://omim.org/entry/259900

Ucxoabl NolX 6e3 naTtoreHeTUUECKOU Tepanuu

CpenHAA NPOAO/IHKUTENBHOCTb }KU3HU Y NALUEHTOB C pasanuHbimu popmamu /14

BPOXAEeHHaA reHepann3oBaHHaa amnoguctpopua — 12,5 ner (0,4 - 46,0)

npnobpeTteHHOU reHepann3oBaHHaA AamnogucTtpodpua — 32,2 ropa (4,0 — 82,0)
cemeuHan napumanbHaa amnoamctpodpuma — 27,8 ner (1,0-77,0)

npuobpeteHHas napumnanbHaa amnoguctpodpus — 22,7 ropa (12,0 — 44,0)

OcCHOBHbIe NPUYNHDI CMEPTU

OC/IOXKHEHUA peLnanBUPYIOLLLMX OCTPbIX NAaHKPEeaTUTOB (BC/1ieACTBUE BbICOKOTO YPOBHA TPUINLEPUAOB
KpoBM)

cepAaevyHo-cocyancTble 3aboneBaHmsa B M0OJ1040M BO3pacTe (noc/ieacTBMA paHHEro aTepocK/aieposa)
cepAeyvyHan HeAoCTaTOYHOCTb (KapanomuonaTua)

noyeyHass HeAOCTaTOYHOCTb

ncxoabl 3ab6oneBaHnA neyeHn (LMpPPO3 NevyeHn, Nne4yeHoYHana HegoCTaTOYHOCTD)

OC/IOXHEHMSA caxapHoro Anabeta

pecnmpaTopHble NHbEeKUUU




dopmbl AMNOAUCTPOOUM

HacneacreeHHble nnnoaucrpodun:

BporkaeHHas reHepannloBaHHas amnoauctpodpms (cuHapom bepapgmHennm-Cenna);

CemeliHas napumanbHaa amnogmuctpodua (cmHapom JaHHuraHa, cuHapom KobbepaunHra)

MporeponaHbie CUHAPOMbI, aCCOLLIMMPOBAHHbIE C FTEHEPANN30BaHHOM UK NapunanbHoOM amnoanctpoduen (B T.4.
aTUNUYHanA nporepua, MaHaAnbyno-akpanbHaa auctpodusa, cuHapom BepHepa (nporepus B3pocabix) n ap.)

MpuobpeTéHHble AnnogucTtpopun™:
MpuobpeTeHHan reHepannloBaHHas aMnoauctpodms (cuHapom JloypeHca);
MpnobpeteHHas napumanbHaa amnognctpodua (cuHapom bappakepa-CnmoHca)

*Mpupoda npuobpemeHHbIX nunooucmpogul, BeposmHee 8ce2o, aymoumMmmyHHasA (naHHUKyanum). OOHakKo, 8

rnocsie0HuUe 200bl 8biA8/1€HA C853b OAHHbIX CUHOPOMOB C Mymauyusamu ¢ omoesbHbix 2eHax (Hanpumep, LMNB2 nipu
1rii).

Brown et al., The diagnosis and management of lipodystrophy syndromes: a multi-society Practice guideline J. Clin. Endocrinol. Metab. 2016



f[eHepaAnu3oBaHHaA aAMnoauctTpodua (IA)

Tun

MoTeps xupa

Bep-Ha noteps KK

Boam. MNMoTeps KK

[NoTeps xupa

Bep-Ha noteps KK

Bo3wm. MNoTeps KK

0.3 roga 5 nert
1:1-2 1:3
. AHanNorm4yHo, HO C NPOrpPEeCCUpPYyoLLIEN
KnioueBble [MoYyTn NoNHOE OTCYTCTBUE XKMUPOBOW porp pytot

notepeu xupa (bonee Nno3aHMn BO3pacT
Havyana 3abornesaHusi) N OTCYTCTBUEM
CeMenHOro aHaMmHesa (CBA3aHHOrO C
ayTOMMMYHHbIMW 3aboneBaHNAMMN)

RaRSNISEAC LY TKaHW, paHHAs MaHudecTaums

Handelsman 2013
Brown 2016
Gupta2017



f[eHepaAnu3soBaHHaA AMnoAucTpoodusa (IA)

Tun

Q

MoTeps xupa

Bep-Ha notepsa KK

BoamoxHa notepsi KK

O

XKvp coxpaHeH

O

MoTeps xupa

Bep-Ha noteps KK

BoamoxHa noteps KK

O

Kup coxpaHeH

CpeaHun

BO3pacT Havana 9.9 net 8.2 roga

3aboneBaHunA

CooTHoOLueHne

Mexay MyX4YunHamu 1:4-5 1:4

M XKEeHLMHaMU

Kn PeFVIOHapHaFI noteps )KI/IpOBOIZ TKAHWU, 00ObIYHO B [MocTeneHHasa norep4d )KI/IpOBOVI TKaHW OT roJioBbI
eh LY BO3pacTe NnoJioBOro co3peBaHnA. BHW3, HAKoMJieHne Xupa BOKpyr 6e,uep, Aroguy, Hor

XapakKTepucTnku

KOMI'IeHcaTOprIe N30bITKN YacTbl, MOTyT
HanoMunHaTb OXUpeHmne unmn CI/IHp,pOM KyUJVIHFa

Handelsman 2013
Brown 2016
Gupta2017



UHdopmauuna o npeararaeMoM K BKAIOUEHUIO 3aboneBaHUM.
BAMAAHME Ha KAYeCTBO )XU3HHU

1. BbipaxxeHHasa crnabocTb
2.bonb

3. HekoHTpOonupyembin ronoa
4.'vnepdarusa

5. Mcuxonornyeckuun ANcKomdoprT, CBfI3aHHbIU C
nposiBrieHUsIMu 3adoneBaHus

6. 3HaYumoe cHmxeHmne HRQoL

*Chiquette et al. Estimating the prevalence of generalized and partial lipodystrophy: findings and challenges. Diabetes, Metabolic Syndrome and Obesity: Targets and
Therapy 2017:10 375-383



MeToAbl AMArHOCTUKU AMNOAUCTPODUMN

OcHoBHOM MeTOA;

* cekBeHMpoBaHMe no CaHrepy OTAe/IbHbIX FeHOB-KaHANAATOB, CEKBEHMPOBAHME HOBOTO
nokonexHusa (NGS)

[ononHuTtenbHble NabopaTopHbie U UHCTPYMEHTArbHbIE METOAbI:

* KAWMHMYECKME U  WHCTPYMEHTa/ibHble MeTOoAbl AMATHOCTMKW: OLEHKa Ko/au4vecTBa W
pacnpeaeneHns KUPOBOM TKAHM C TMOMOLLBIO  KaaunepomeTpuu, wnmneaaHCoOMeTPuUH,
neHcntomeTpum Total body, MPT, Y3/ opraHoB HptoLlLHOM NOAOCTH, 31aCTOrpadua nevyeHu

* JlabopaTopHas AMArHOCTUKA: onpeaeneHme ypoBHA NenTuHa, AMnuaHoro npoduna (obwmn
xonectepuH, Tpuranuepunabl, JMHM-xc, JINBI1-xc) HaToWwaK B CbIBOPOTKE KPOBM, [1HOKO3bI
HaToWaK B naasme KPOBMY, rMMKMPOBAHHOTIO remornobuHa, nepopanbHbIn
[IFOKO30TONEPAHTHbIN TECT, TMMNEPUHCYTMHEMUYECKUIA SYTTMKEMUYECKNI KNIMMN-TECT



[laToreHeTHYeCcKOe AeueHue AMNoAUCTPOPUM

MexayHapoaHoe HenaTteHTOBaHHoOe METPENENTUH

HanmeHoBaHue

Maitanenta/Myalepta®

JNlekapcTBeHHaa ¢popma NOPOLLOK (MModuamnsaT) N8 NPUrOTOBAEHUS PacTBOpPa AN UHBEKLNIA,
dnakoHbl cogepkaT 11,3 mr, 5,8 Mr 1 3 Mr akTMBHOrO BELLECTBA

Peructpauma s EC n CLLA FDA - 2014 r. EMA — 2018 r.

Hanunume socnpousseageHHbiX npenapatos QalE
Homep perncrpaumoHHoro yaocrosepeHua [glEEElo=lyZlaye] lofol-EIT NN

MNokasaHuA K NpUMeHeHuUto [ToKa3aH B Ka4ecTBe 3aMeCTUTENbHOM Tepanum AN Ne4YeHU OCIOXKHEHNI AeduLnTa
NenTuHa y NaumneHToB:

* C HAaCNeACTBEHHOM reHepannM3oBaHHOM AMnoancTpoduen nam npnobpeTeHHom
reHepasiM30BaHHOM NMNOANCTPODMEN Y B3POC/bIX M AETEN B BO3pacTe 2 NeT U cTaplue
® C HAC/NeACTBEHHOW NapuUManbHOM AMNOANCTPODUEN NN NPUOBPETEHHOM
napunanbHOM AMnoancTpodmen, y B3pOoCabix U aeter ¢ 12 neT, y KoTopbIX
CMMNTOMATMYECKOE NIeYEeHME He MO3BOJINAO0 AOCTUYb aAE€KBATHOrO MeTaboIMYeCcKoro
KOHTPOAA (HOPManm3aLmm ypoBHA TPUTAULEPUAOB B KPOBM, aA€KBATHOIO KOHTPO/IA
NMNoaTpodUYeCcKoro caxapHoro anabeTa)




[laToreHeTHYeCcKOe AeueHue AMNoAUCTPOPUM

JlekapcTBeHHaA popma:

* MOPOLOK (nModmnnmsaT) Ana NPUroTOBNEHMA PacTBOPa AN UHBEKLMIN
e (dnakoHbl cogepat 11,3 mr, 5,8 Mr 1 3 Mr akTUBHOTO BELLLECTBA

Pexxnm Tepanmm MmeTpeImnTMHOM:

My>}XUYMHbI U }KeHLWUHDbI, Bec A0 40 Kr My:>KumnHbl Bec > 40 Kr XeHwmHbl Bec > 40 Kr
KoppeKuua aosbl war 0,02 mr/Kr war 1,25-2,5 mr war 1,25-2,5 mr

[MpoaonKNTenbHOCTb Tepanuu:
* [loXWU3HEHHO

10



CBeaeHUA 06 3pPeKTUBHOCTH
Tepanuu Aomutanuaom lNolrx

XapaKkTepucTtuku Bospacr Konuyectso Pe3synbratbl a¢pPpeKTUBHOCTU TEpanmUun
nawuuMeHToB nauuMeHToB

UccneposaHune 107 naumenTos ¢ 2+ net MaumneHTbl ¢ reHepanunsoBaHHoM J14. CHuKeHue yposHA HbAlc no
reHepa/sin30BaHHoM (66) 1

NCT00025883 ey ncrevyeHnun 12 mecaues Tepannn Ha 2,2 NPOLLEHTHbIX MYHKTa 1
12 Hepenb, 2/4 pasa (14 neTB  mnoanctpodmeit YPOBHA Tpurmuepmaos Ha 3,0 mmonb/n (-32,1%).
pamkax 4 ¢a3sbl) 2) NaymeHTbl ¢ NapymanbHon /1. 3Haunmoe cHukeHme HbAlc (-
0,6%), TT HaTow,ak (-20,8%), ®MNr (-1,2 mmonb/n) nu obbema
neyeHu (-13,4%) no ucteyeHmnun 12 mecsues Tepanuu. B
noArpynne naumMeHToB ¢ UCXOAHbIM ypoBHeM HbAlc 26,5% nnun
TGs >5,65 mmonb/n Habaoganock 3HaumTenbHoe (p<0,05)
cHuxeHue HbA1c (-0,9%), TGs HaTowak (-37,4%), FPG (-1,9
MMOb/N) n obbema nevenn (-12,4%).
UccneposaHue NCT00677313 9 naumenTosC 2+ net 41 1) CHuKeHue ypOoBHSA MUKUPOBAHHOIO remornobuHa Ha 0,88%,
reHepann3oBaHHOM 1 32 — ¢
napLANbHOM YPOBHSA [M1IOKO3bl HAaTOLWWAK Ha 42 mr/an, Tpurvuepunaos Ha 119,8
12 mecaues, 3 ¢pasa AunoamncTpodueit mr/an. MNoBbllWEHNA YPOBHA TPAHCAMMHA3 HE OTMEYEHO.
UccnepoBaHune 9 naumenTos (7 c cemeitHoi 2+ net 9 1) cHuxeHue ypoBHAa HbAlc no ucrteyeHnm 6 mecsaues Tepannm Ha
;i:iﬁi:”;:iapﬁgg:ﬁ:bﬁw 3,3 NpOUEHTHbIX NYHKTA U YPOBHA TPUMNMLEPNAO0B Ha 76%.
Recombinant human leptin cuHApomom, 1 ¢ cemeiiHoi
treatment in genetic napunanbHoii /141)

lipodystrophic syndromes: the
long-term Spanish experience



CBeaeHMUA 0 6e30nacHOCTH
Tepanuu Aomutanuaom lNolrx

NCT00025883

B LilesloM npenapaT nepeHOCUICA XOPOLLO.

Hanbonee pacnpocTpaHeHHble HeXenaTeNbHble Peakumm Npu reHepaan3oBaHHOM
nnoguctpodun:
fnnornnkemms (15%), cHu»keHme maccol Tena (26%).

Pexke 10% OTMeYanmcb: CHUKeHMe anneTnTa, 60an B XXMBOTE, TOLWHOTA, rON0BHasA 60/b,
BblMaAeHMe BONOC, ANTeNbHble DONE3HEHHbIE MEHCTPYALMK, YCTAIOCTb, MOKPACHEHME 1 3y6
B 00/1aCTN MHBEKLMM, DOPMUPOBAHME QHTUTEN K METPEIENTMHY, YUTO MOXKET MOBbILWATb PUCK
TAXKENbIX MHQEKLUMM U CHMKATb SIPPEKTUBHOCTb IEHYEHNA B LLESIOM.

Mpw napumanbHOM AMNOAUCTPOPUMN:
Bonb B kunBote (14,6%), runornnkemua (17,1%), TowHota (14,6%), ytomnaemocTs (7,3%),
anoneuns (7,3%), aptpanruu (7,3%), 6onn B KoHeyHocTax (7,3), cHuxkeHune seca (4,9%).
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Kputepuu HasHaYeHUA MeTpeAenTUuHa

Kputepmn Hanuyma guarHosa reHepann3oBaHHOW NUNOOUCTPOPUM - HA OCHOBAHMM OCMOTPA MNauUMeHTa, OLEHKU
KOnmMyectBa U pacnpegeneHnsl nogkoXHO-XUPOBOW KneTyaTku, metabonuyeckoro cratyca. [uarHo3 “BpoXOeHHOW
reHepanusoBaHHOW nunogucTpoun” nogreepxgaerca Hannumem mytaumn B reHax AGPAT2, BSCL2, CAV1, PTRF
(CAVIN1), PPARG, PCYT1A, a nporepougHblX CUHOPOMOB, aCCOUMMPOBAHHLIX C reHepann3oBaHHOWN
nunoguctpoduen, Hanudmem mytaumm B reHax ZMPSTE24, LMNA, POLD1, SPRTN, BANF1, FBN1, ogHako
OTCYTCTBME MyTauUM B reHax-kaHOugaTax He WCKMKYaeT KIMMHUYECKOro AumarHosa, Tak Kak MPUYMHHBIN FeH MOXET
ObITb eLle HEe OnMucaH.

Kputepun Hannuua guarHosa napuunasnibHoM NMnoguctpodum - Ha OCHOBaHUM OCMOTpPA NauneHTa, OLEHKM KonmdecTtea
N pacnpeneneHnst NogKOXKHO-XXNMPOBOWN KneTyaTku, metabonuyeckoro ctatyca B COYETAHNN C

*  Kputeprem nosbilLEHNS YPOBHA Tpurnuuepugos > 1,7 mmonb/n N/JN

* Kputepmnem HegoCTMXEHUS MHOMBUOYaAmNbHbIX LENEBbIX MokasaTenen KOHTpond caxapHoro gmnabeta (YpoBeHb
IMIMKNPOBAHHOIO remornobunHa > 6,5% u/unn nokasaTtenen caMmokoHTpons > 6,5 mmonb/n)

[unarHo3 “cemenHon napumanbHoOM nunoancTpodpun” noareepxaaercs Hanmunem mytaumn B reHax LMNA, PPARG,
PLIN1, CIDEC, LIPE, ADRA2A, PCYT1A, AKT2 nnun, B crniy4yae OoTCyTCTBUA MyTauuil B reHax-kaHauaaTax — TUMMYHbIM
deHOTMNOM U/MNn ceMenHbiM aHamMHe3oM 3aboneBaHus. [uarHo3 nporepougHbIX CUHOPOMOB, aCCOLMMPOBAHHLIX C
napuuanbHou nunogucTpoduen, noareepxgaerca Hanndmem mytauum B reHax LMNA, WRN, KCNJ6, CAV1, PIK3R1.
OpgHako OTCyTCTBME MyTauMM B reHax-kaHgugarax He WUCKIYaeT KIMMHUYECKOro AnarHosa, Tak Kak NMPUYMHHBIA FeH
MOXET ObITb eLle He OonucaH.
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Kputepuu apPpeKTUBHOCTU TEPANUM
MeTpeAenTUHOM Yy AeTeH C AMNoOAUCTpOdUEH

KnnHn4yeckn 3Haummblie Kputepum adpdpekTUBHOCTU fleKapCTBEHHOW Tepanun y naumMeHToB:
1. CHWXeHMe ypOBHSA MMUKNPOBAHHOIO remorriobrHa He MeHee, YeM Ha 0,5% (3a rog Tepanun),

2. w/vnu TpurnuuepuaoB He MeHee, Yem Ha 20% OT MCXOOHOro YPOBHS (3a rog Tepanun),

3. n/vnn obbema neyeHn no gaHHelM Y3M He meHee, YeM Ha 10% OT UCXOL4HOro YPOBHA (3a rog tepanuu).

MuvHUManbHas ONTENbHOCTL Tepanun ONa oueHKN SpPEKTUBHOCTM:

* 6 mecsueB
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UHdopmaLua 0 AMNOAUMCTPOOUM
y Aeteu B Poccuuckoun Peapepauum (2021.r.)

e 11 peten no 18 net c reHeTUYECKU NOATBEPHKAEHHbIM ANATHO30M U HAIMYNEM KPUTEPUEB HA3HAYEHUA TEPANNm
* [lpenapat meTpenenTuH He 3aperncTtpmposaH B Poccun, perncrtpauma nnaHmpyetca B 2022 .

e (O6O0OCHOBaHHOE pelleHne O HeobxoAMMOCTM Tepanum MeTPeNnenTUHOM KaxAoMy nNauneHTy npUHUMaETcA
MHAMBUAYANbHO Ha OCHOBaHUM peLLeHUA BpavyebHON KoMUccun u/mam KoHcmanymom spaden

CpepHAA CTOMMOCTb IeUeHUA MeTpenenTMHOM oaHoro pebeHKa coctaBaser:
* 365 ¢nakoHos B rog, (5,6 mr) — 36 000 000 pybnein (6e3 HAC).

O6wan ctroumocTb Tepanumu meTpenentuHom 11 getei B rog, cocraBaser:
396 000 000 py6newn B roa
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