KOHCTEKT BPAYA

JIn30COMHbIEe 60J1e3HU HaKoMJIeHVd

[.B.CmupHoBa

Komnarua AxeHsam FT'mbX

JlusocomHble 6onesHn HakonneHus (JIBH) — ato rpynna peg-
KUX, FEHETU4HECKM O6YCNOBAIEHHBIX ¥ NEpeAaloWmMXCca No Hacneq-
cTBY 3aboreBaHuin, CBfI3aHHbIX C HeOOCTAaTOYHOCTBIO Onpefde-
NeHHbIX MeTadonuyecknux epMeHToB B NM30COMAaXx KIeTok
Jenoseka. MHameugyanbHas 4actora COCTaBAAET MPUMEPHO
1 : 100 000. MOXWU3HEHHOEe HAKOMMeHWe B KNeTKax pasfn4dHblX
OpraHoB HemMeTabonNU3MpoBaHHbLIX cybcTpatos obycnosnveaeTt
MHOr006PAaZHYIO KITMHUYECKYIO KAPTUHY.

K HacTosileMy BpemeHn nasectHo o 40 Takux 60ne3Heu, Ho
TONLKO B NOCnefHne rogbl MeTod peKOMOBUHAHTHOM BUOTEXHOMO-
TM NO3BONNIT CMEHNTb MANO3thhEeKTUBHYIO CUMNTOMATUYECKYHO
Tepanuio Ha 3aMecTUTeNbHYHO, YTO CbIrpano PeBONMOLMOHHYIO
ponb B nedennn JIBH. PeKoM6UHAHTHBIN hepMeHT MAEHTUYeH
hepMeHTy MNpupoaHOro MPOUCXOXOEHWS, U NPU PEryNIAPHOM
BBE/1eHWMWN ero 60/bHbIM CNocobeH MeTabonuanposars cybcTpar

B KneTkax, npegynpexpasn ero gancHeulee Hakonnenwe. [o-
KMU3HEHHOE NeYeHue YCTPaHReT OCHOBHYIO NMpUYuHY 60fIe3HA 1
OOHOBPEMEHHO — MHOTME €€ CUMMNTOMbI, @ paHHee Havaro feqe-
HWS NO3BONSET U36exaTb Heo6paTUMbIX U3MEHEHWA B pasnuy-
HbIX Oprasax.

B HacTosluee BpeMA HOCTYMHO MUCMOMb30OBaHWE 3amecTu-
TenbHOW (bepMeHTHON Tepanuu npu Tpex 3abonesaHusx (60-
ne3umn lMowe, 6onesun ®abpu, Mykononucaxapugose | Tuna).
KnuHu4eckune veneiTaHus 3Tol MeToanKM ¢ MHOT006eLLaioLm-
MW pegyneTataMmu NpoxogsaT npu 6onesHsax lNomne n Huma-
Ha-luka.

B Tevenue 20 neT Hay4Hble UCCNenoBaHus B 3TOM Hanpasne-
HUM BefleT oOHa U3 KPYMHEenLMX B Mupe BUOTEXHOSIOMMHECKUX
c¢mpm Genzyme (CLLUA), npeacTaButensCTBa KOTOPOW UMELOTCS
6onee 4yeM B 55 cTpaHax.

Tabnuua 1. O6wan xapakTePUCTUKA HEKOTOPLIX IM30COMHbIX 6one3Hell HaKoNnNeHus

ek

(eBpeu aiLkeHa3m —
1:450)

Bce nonynsiumm

Bce nonynsuum

Havmenosanve Bonesus MNowe Bonesus dabpu Mykononmcaxapupaoa BonesHb Momne BoneaHb Humana-vka
6onesHu | Tvma
PacnpocTtpaHeHHocTs 1 : 40 000-60 000 1:40 000 1: 100 000-280 000 1: 40 000 cpegu YactoTa HensBeCTHa
0O6a norna MpenmyLLeCTBEHHO Cpeayn HOBOPOXAEHHbIX XMBOPOXAEHHBIX 0O6a nona
Bce nonynsuum MYXYWHbI 0O6a nona 0O6a nona Bce nonynsitum

Bce nonynsuum

rnoKoLepe6po3nLassl
< 30% B nedkouuTax
MR KOXHBIX
pubpobnacrax;
obHapyXxeHue Knetox
lolle B nyHkTaTe
KOCTHOrO MO3ra;
MOJIEKYNAPHO-
reHeTM4YecKoe
ucenefoBamme

yposeHb o-TAN

HWXe 1% HopManbHOro
npy BUOXUMUYECKOM
UCCNEN0BaHNM

8 BUonorn4ecKux
XMOKOCTAX

1 6uonTarax

AeduUMT thepmeHTa

B KNIETOYHbIX 3KCTPAKTaX
MMEOLMTOB UK

B KYNbType KOXHbIX
ubpobnacTos

HepocTaiowui chepmeHT  [niokoLiepebpoainaasa o-ranaktoauiasa o-L-uaypoHnpasa a-noko3naasa (GAA) Tunel Av B -
{a-FAN) KUCcnas cmHrommenuHasa
(KCM)
Tun C - 1 vnm 06a
depmenTa,
MOAUULIMPYHOLLIMX
XONeCTEpUH B TPAHCMOPTHYHO
hopmy
TeHeTu4eckuit pedexT Pervon g21 Peruon g22.1 Pervon p16.3 Pervon 17 Peruotbi p15.1-p15.4
(pacnonoxexve) XPOMOCOMB! 1 X-XpOMOCOMbI XPOMOCOMEI 4 XPOMOCOMBI 23 XpoMocomel 11
Tun HacnenosaHus AyTOCOMHO- CuenneHHbIA AyTOCOMHO- AyTOCOMHO- AyTOCOMHO-
pEUECCUBHBIA ¢ nonom peLECCHBHbIN pELECCUBHBIN peLeccHBHb IV
Hakannusaroweecs Tnioxouepebpoana Hekata6onugnpo- [OepmataH cynbdar, Tnukorex fvnuae,
B KIETKAX BELLECTBO BaHHblE MNUbI renapaH cynoart B 4aCTHOCTH
¢ o-FAN ocTatkamu, CVHrOMMEMH
0C06€eHHO
TNo6oTpUacIuNLEpaMing
(GL-3 unmn Gb3)
Nokanuzauws MakpodaranbHas Bo mHorux Tvnax HapyweH o6meH [NeyeHb, NoYKK, Moar,
HakonneHms cucTeMa KNETOK OpraHuama TIIMKO3aMVHOTTIMKAHOB HEPBHAA CUACTEMA, BHYTPEHHE OpraHb
(B TOM 4ncne (TAT) coegmHUTENbHOM MBILLILbI,
TUCTHOLIUTBI) TKaH1 opraHuama HaAMNoYeYHNKM
Kputepum BUOXMMUA: CHUXEHWE CeMeiHbIN aHamHes; [NoBbIweHne Hakonnenve KnuHuyeckas kapTuHa;
AMarHoCTUKM YPOBHS aKTUBHOCTH KIMHWYECKAs KapTuHa;  Kucnbix FAT B MOYe; rMYKOreHa 8 6uonTtatax  Hanuuue Knetox

MbILLIL, M NEYeHu;
aKTMBHOCTb (hepmeHTa

B NEMKOLMTAX U KyNbType

ubpobnacTos
KOXM W MbILLIL,

HumaHa—nka

B NYHKTATaxX KOCTHOTO MO3ra
1 CeneseHky;

aKTBHOCTE KCM

B 9KCTaKTax KynbTypbl
KOXHbIX thubpobnacTos

WAW neAxkoumnTax

nocne 06paboT«u
YNbTPa3BykoM

u



NuzocomHbie GoneaHn HaKonneHus

HavmeHosaHve BonesHs Mowwe BonesHb dabpu Mykononucaxapupno3 Boneaxb Momne BonesHb HumaHa-Tnka
60onesHu | TMna
Mpopomk1TensHOCTL Mpw ocTpoi Ykopouena [Mpu Txenbix Mpu pebioTe 6onesHn IMpu TUNe A cvepTs
XM3HU HEBPONATUYECKOM npuv TSKenbIX dhopMax — popmax Ha NepBOM FOAY XM3HU —  vallle BCEro HacTynaet
npu cumntomatudeckom  copme (I Tun) - 1o 8-10 rer; po 1 ropa; B BO3pacTe 0o 3 ner;
NeYeHnn OKONo 2 ner, npu MeHee npu OCTPOM T™MNel Bu C -

rpy NOAOCTPOK THXENbIX hopmax — 1 XPOHWU4ECKOM oT 5o 15 ner

HEeBpONATUYECKON 1o 20-30 net TEYEHUN ANUTENBHOCTD

(Tin 1IN XW3HW COKpaLLaeTcs

1 He HeBponaTN4ecKon 3a cHeT

(tvn |) dopmax ~ MPOrpeccupyoLLiei

oT 2 fo 80 ner cepaeyHon

HegocTatoyHocTv (CH)

CospemeHHas Umurniouepasa Bera-aranaugasa Jlaponvpasza B ctapuv pa3paboTkm, B craguu paspabotku,
3aMecTuTeNbHas B HACTOALLIEE BPEMS — B HACTOALLEE BPEMSA —

thepMeHTHas Tepanma

cuMnTomMaTuyeckoe
flevenune

cuMnToMaTuHeckoe
JieyeHue

Tatnvua 2. OCHOBHbIE KNMHUYECKNEe NPOSIBNEHNUS NMUIOCOMHbIX 60ne3He! HaKonneHun

HaumerosaHvne 6onesin  Bonesms Mowe Bonesnb ®abpu Mykononucaxapnpo3 BoneaHb Momne BoneaHb Humana—lnka
| Tvna
Tunbl 60ne3HU |. HeneBponatnyeckan Knaccunyeckuii BapuaHt - CuHppomsl Mypnepa, C pebtotom Tun A -
II. Octpasn Cna6ble knuhuueckue  Typnepa-Llene, Weie 0o 12 mec; C TAXENbIM NOPAXEHWEM
HesponaTuyeckas MpOSABNEHUA C pebrotom LHC
IIl. MopocTpan (>KEeHLLMHBI) nocne 1 roga Tun B — 6e3 Takosoro
HeBponaTuyeckan ATUNMYHbIE BAPUAHTbI XU3HU Tun C -
renaTocnsieHoMeranus,
HEBPONOTNYECKNE
paccTporicTaa
Boapact Havana fonesnn | — nioboit Tobon Moo, B 3asucumocTy B paHHem
Il ~ po 12 mec Yae Yepe3 1-6 mec 0T TMna 6oneaHn [ETCKOM BO3pacTe
Il - nocne 1 roga nocne poxaeHvs
HauansHble nposenenns  HescHble MNapecteauu, 3agepxka BbipaxeHHas AHopekeus,
601 B KOHEYHOCTAX; MCUXOMOTOPHOTO MblIlLg4Han cnabocTb CpLIrMBaHue,
AuchyHKUmKn XKKT; pazBuTua pBoTa
peunanBmpytoLLve
NogLemb! t°
HepsHoM | - oTCyTCTBYIOT PeunaoveupyioLve CoHnMBOCTbL BN/0TL - A n C - nporpeccupytoLas
CUCTEMB il, 1l - pasHoobpasxan napecreauu, 10 netapriu, 337epXKa NCUXOMOTOPHOTO
HeBponormJeckas HenepeHocMOoCTb ruapouedanus, pasBuTHsA, B AanbHeAem —
cumnToMaTika Xapbl U X0N043; YTOMAAEMOCTb, CnacTu4eckwin TeTpanapes,
PaHHKE UHCYNBTBI noTeps cnyxa, ylwemnexue rNyxoTa, yTOMAAEMOCTb;
W nLemMuyecKne CMMHHOMO MO3ra, KOPeLLUKOB, Tun C — pnemenuus,
npucTyns! NepUepuHECcKNX HEPBOB, OM3apTpus, atakevs
YMCTBEHHaR 0TCTanoCTs
Oprana - «MyToBuatoe» MomyTHEHWe poroBwiLLbI, - MocTeneHHo pa3susaeTca
3peHus NOMYTHEHWE POrOBWLLI,  3aTEM [NayKoma, cnenoTa;
NOMYyTHEHWe XpycTanika aTpodus 3pUTeNnbHOro XapaKTepHo Hanu4me
ceTHaTkm, atpotus Hepsa, BMLLIHEBO-KPACHOTO NATHA
3pUTENLHOro Hepea fereHepauma cet4aTku Ha rnasHoM fiHe
= Koxu KopuiHeBas okpacka AHrvokepaTomMbl MNocTeneHHoe orpybetHve - Kopu4HeBaTbIN OTTEHOK
z nnua /A kuctei (reMﬁHrMOMbg. 06bIYHO  YepT Nuua, KOXW
% (anchdyaHan B 0611aCTV NyNnKa; yBENNYEHWe A3bIKa
§ “nu o4arosas) rUNo- UK aHrMapo3
5 KocTHo- Bonv B kocTAX; XpoHuueckue 601 AHOManuu paseuTus lMporpeccupytowan -
§ MbILLIEYHON OCTEONeHNA; B KOCTAX, yepena, NO3BOHO4HKKA Muonarus
3 CUCTEMbI OCTEOHEKPO3; WHUNBTPALMA (rop6), KoHEHHOCTEN;
3 0CTEeOCKNepo3; KOCTHOrO MO3ra apTponatiu,
naTonorn4eckue CKOBAHHOCTb
nepenoMe!
BHyTperHmx Cnneromeranus HapyLenmne Yacto peumaveupytowme  Kapavomuonatus, Beictpo Mporpeccupytowias
opraHos C ABNEHNEM yHKUMA XKKT; Nyno4HbIE U NaxoBble nporpeccupyrowan CH;  renatocnneHomeranus;
rUnepenneHnama; nporpeccupytoLas TPbIXU; MOBTOPHbIE renatocnneHoMmeranus;  AblxarensHas
aHemus; noyeyHas 1 3aTAXHBIE UHDEKUMM 4acTble NHEBMOHMMN HE[OCTATOYHOCTL
KpPOBOTOHYMBOCTE; HEOCTATO4HOCTb; KULLEYHMKE C aTenexTazamy, ¢ anchhy3HbIM 3aTEMHEHNEM
WHEDUNETPaUMA runepTpotns W AblXaTeneHbix NyTew; 0bCTpyKUMA NEeroYHoN TKaHu
Cene3eHKkn 1 nedeHun NEBOTo XeNynoyka; renatocnneHomeranus; AblxaTenbHbIX MyTei; NpK PEHTFEHONOrN4ECKOM
KneTkamu owe ANCIHO3, Kapaovonartus nporpeccupytowiasn uccneaoBaHum.
06CTPYKUMA C NOpaXeHUeM COCYA0B, AblxaTenbHasn Tun B ~ TAxXensie HeKuwmn
JblxaTesbHbIX nyTen 3HAO- ¥ MUOKAPAa; HELOCTATOYHOCTb ObIxaTenbHbIX NyTew;
OBCTPYKUMA ObIXaTefbHbIX KOpOHapHas 6onesHe
nyTel, anHo3 BO CHe
Ddusnyeckoe 3afepxka, - 3anepxka 3agepxka 3agepxka
¥ NONOBOE pa3BuTue MH(AHTUNM3M (ocobeHHo, pocTa)
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