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CnHApOM runepkopTUumamMa.

* CvHapom MueHko-KywuHra - CMMNTOMbI CBA3aAHbI C
ONUTEerbHBIM BO30ENCTBMEM BbICOKUX 03 KOpTU3Ona
(NpenaparTbl, HeagekBaTHas BbipaboTka Kopusona,
AKTI nnbo CRH). Stress

- bonesHbs MueHko-KywwuHra - cneundunyeckas
doopma cuHapoma KywinHra, ceBa3aHHa ¢ onyxosbio
rmnodun3a u ¢ BbICOKMM ypoBHEM npoaykumnm AKTT .



B 1924 rogy B «B KOro-BoctouHoM BeCTHMKE 3a0paBOOXpaHEHNSA»
(NeNe 3—4, c. 136) H. M. WueHko nevataet paboty «Tumor
hypophisis ¢ nonurnAHAYNAPHbLIM CUMNTOMOKOMNNJIEKCOM, B CBA3U C
00603peHnem BONPoOCca O LeHTpanbHON UHHepBaLUWUKU BereTaTUBHbIX

PyHKLMNY .

B1912 rogy amepukaHckum
Henpoxmpypr X. Kywunr onybnnkoBan
“The Pituitary Body and its Disorders.
Clinical States produced by Disorders of
the Hypophysis Cerebri».

Philadelphia, J. B. Lippincott, 1912.

«The basophil adenomas of the pituitary
body and their clinical manifestations
(pituitary basophilism)».

Bulletin of the Johns Hopkins Hospital,
Baltimore, 1932; 50: 137.
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bone3Hb AQAUCOHA - MTMMNOKOPTULIN3M
— XpOHU4eckaa HeJOCTaTOYHOCTb KOpbl
HaaMno4Ye4YHUKoB.

- NepBUYHaA HeJ4OCTAaTOYHOCTb KOPbl HAAMNOYEYHNKOB
(nopakeHa unun nNoxo PyHKLMOHUPYET cama Kopa HAn),
CHWXKEHMEe NpoayKLUnmM KOpTU3sorsa 1unv anbgocTepoHa.

* BTOPUYHAaA HeJOCTaTOYHOCTb KOPbl HAaAMNO4Ye4YHUKOB,
(nepegHaa gonga runodusa nponssogut HegoctaTtodHo AKTI
ONs agekBaTtHOM CTUMYNALMK KOpbl HAA4MOYEYHUKOB.



A) ADAVUCOHUMECKUU KPU3 - TUTTOKOPTULIU3M,

OCTpasa HaanovYeHuKoeaa HeAOCTATOYHOCTD:
pe3kas aguHamMuaA, COCyaUCTbIN Konnanc,
nocTeneHHbIM 3aTeMHeHUueM CO3HaHUA.

BHe3anHoe CHWKeHne cekpeumn ropMoHOB KOpbl HaANOYEe4YHUKOB

(Npy  nepenos3vpoBKE  remnapuHa, TAXKensie  UHPeKUuUu,

MEHMHIOKOKKOBOMN WHMEKUUnN, audtepun, TOKCUYEeCKOoU doopme

rpunna, TpaBme.

* rmnep-Ca®-emusn, runep-K*-emunsa, runepdoccparemus,,
aunpnos.

* rvuno-Na*-, runornukemus

OCHOBHbI€ KITMHU4YEeCKue NMPOABJIEHUA:

* BbICOKasi nmxopagka, TOLHOoTa, pBoTa, 60nu B MblllLaX,
* NageHne aptTepmanbHOro gaBneHnsa, obMopok (cuHkona), Cyaoporu;
* OCTPLIN MNCUXO3 UMK CNYTAHHOCTb CO3HAHWSA, AENNPUIN, HEBHATHAs peYb;

TaHKenasd J‘leTClpI'MSI;



CuvumMmnToMbl 60Nne3HUu AANUCOHAQ:
rI/II'IOFHVIKeMVIFI, TMMNOTOHUA, XpOHVIL-IeCKaFI yCTaJ'IOCTb,

cnabocCTb;

MMnepkanueMua — napectesumn, napannyun, HapyLleHns
4YYBCTBUTENLHOCTY;

N30bITOYHOE KONMMYECTBO MOYM, TMNOBONEMUA,
aernaparauus;

TolwHoTa, pBOTa, NOHOC, 6O B XXMUBOTE;

fMnepnurmeHTauma KOXn B BUAE NATEH - «MENasmbl
AOOnCoHay;

Oucdopus - pasgpaXntenbHOCTb, BCMbINBYNBOCTD,
HeOOBOSIbCTBO BCEM, [ernpeccusd, TpeBora, 0eCcrnokomncTso,
BHYTPEHHEE HarpPsXXeHUEe;

Y XEHLUMH MeHCTpYaLUMUmU CTaHOBATCHA HEPETYNAPHBLIMN UM
nMcYe3aloT, Y MY>XYNH Pa3BMBAETCS MMMOTEHUUS;

TeTtanua (ocobeHHO nocrie yrnoTpebneHmns Mosioka)
BCrieacTeme n3bbiTka docdaTos;

Tpemop (apoxaHue pyk, rofioBbl), TaXxukapaua, aucdarma.
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Knaccun4yeckaa runepnurmeHtTaumus npu 6onesHu
AaauvcoHa.




CuHapom KoHHa

(nepBMYHBIN rMNepanLAOCTEPOHUIM)

- Brn3kme no KIMHUYECKUM U BUOXUMUYECKNUM
npu3Hakam 3aboneBaHus, N3-3a Ype3MmepHoOU
npoAyKUUU anbaoCcTepoHa KOpoWu Haano4Ye4yHUKOB.

[MpnynHbI - onyxonb UK rmnepnnasna KNnyoo4ukoBomn
30Hbl KOPKOBOrO Crnosi HAAMNO4Ye4YHUKOB.

CvuMnTOMBI:
— TFMNepToOHUA,
— MNoKaJimeMus,
— POCT YPOBHSI peHUHa,
— TrunepHartpuemusa,



[ nnokanuemusa (K+) asngaetcsa

NPUYNHOMN:
MblLLEeYHOWU cnabdocTy,
napecTesunmn,
NPEexXoAsiLLMX MbILLEYHbIX Napanuyen,

NoYEeYHbIX CUMMNTOMOB:
nonuypuu,
NONMAONNCUMN,
HUKTYPUW.




[ MnepTupeos.  nnoTupeos.




ITnonoruns

300 AMP@Y3HLIU ToKCcUudeckum (BonesHb basenosa, MpenBca) —
Hanbonee YyacTtasa nNpuyYnHa rMNepTNpPeDsa;

306 y3noeou Tokcuueckuu (bonesHb Mnammepa) pexe, Yem
bones3Hb [penBca, n 0bbI4HO Y Bonee NOXMnbIX N,

NOAOCTPLIM TUpeouauT (Tupeouaut ae KepséHa) cnocobeH
Bbl3BaTb NpexogALmi rmnepTnpeos;

WUCKYCCTBEHHBLIA MMNepTupeos MOXET ObITb crieACcTBMEM
B6EeCKOHTPONbLHOro NPUéEma TMPEONIHbIX FTOPMOHOB;

nocnepoaossIv runeptupeos (7% ) XeHLWWH B NepBbIi rog
nocrne poaos. Hopmanusyetcsa B Te4eHUN Heaenu — MecsLa
CaMOCTOSATENBHO.



'unoTupeos

TTepBuyYHbLIU

Hemocrarok moaa, ayrToMMMYHHbIE TUHPEOUIUTHI,
JICUEHUE PAAUMOAKTUBHBIMMU MperaparamMyd #Hoja, JiydyeBas
Tepamnus.

LleHTpanbHLIA

IoBpexaenus runogusa,

COCYIMCTBIC HAPYIIICHHUS,

cuapom IIuxana (mocaepogoBeIi HEKpO3 Trunodusa),
ayTOMMMYHHBIE 3a00JICBaHUS,

NHPUIBTPATUBHBIE 32001eBaHus (M30BITOK Keie3a),
BPOKJIeHHbIE HAPYIIEHMS,

nHexunu (ThC, cudunuc,).

BpoxaéHHbIN

Hucmaasus LK (75%),

aACTOpMOHAJIBLHBIH 300 (20%), aHTMTENna Martepu WU
[EencTBme paanmoakTUBHOIO noaa.

Myranun, orcyTcTBUEe rieHgpuHa (cunapom llennpena -
HeHpoCeHCOpHas Tyroyxoctb (7,5%), BecTHOYISIpHBIC
PACCTPOMCTBA M YBEIIMYCHUEM IITUTOBUTHOM KEJIE3HI.
IleHTpanbHOro re’esa. IMCcPyHKIMs runodusa.
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N3yueHo Bonee 200 npotenHonaTui
OenkoB HepepMEHTHOWN NPUPOAbI.

Takne 3aboneBaHUA Kak:

bonesHb KpenHudenbpa — XKakoda u gpyrue
MPUOHHbIE BONE3HN, aMnoTpoPUiecKumn
narepanbHbIU CKNepos,

6-Hb Anburenmepa, 6-Hb NapKUHCOHA,
aMmunounao3sbl U Npou.

1. NepBUYHbIE TMNONPOTENHEMUN

2. BTOpUYHbLIE TMNONPOTEUHEMMNU



OedekTbl nHaOnBMAYyarbHbIX OENKOB nnasmol
KpPOBMW.

[ledbekTbl OENKOB CUCTEMbI CBEPTbIBAHUSA
KpPOBMW.

LNedbekTbl remornobunHa (remorrnobmnHonaTmn).
[edeKkTbl OeNKOB CUCTEMbI KOMMIIEMEHTA.
HapyweHuns 6enkos KannnkpenH-KMHMHOBOW
CUCTEMBI.

CepnoBuaHOKNETOUYHAA aHeMuUs




CepnosuaHokneTovHas
aHemMus, ApenaHoUUTO3

@) Normal red blood cells

Normal
red blood

RBCs flow freely
within blood vessel

(© Abnormal, sickled, red blood cells
(sickle cells)

Sickle cells

blocking

blood flow £

Sticky sickle cells




AMUNNONAO3LI

B 1854 rogy Pyoonbd BupxoB BBEN TEPMUH amunoua
(KpaxmanonogobHbIN) Ans onncaHua cyocTaHUnm

oOHapy>XeHHON B MO3TY.

B HacTogdllee Bpems
YCTaHOBMNEHO, YTO AMUNOUA03
— 3TO KOHrnomepartbl OErikoB C
HapyLweHHOW KOH(opMaLnen 1
NOBbILLUEHHOW CKITOHHOCTbIO K
arperaymu.

Y yenoseka HangeHo 27
donbpunnnapHbix 6enkos,
NMPUHMMAIOLLIUX B 3TOM
yyacTume.




AMM“OMAO3bI bbiBatoT:

1. CuctemMHble (amunounaos nerkux uenen, AA ammnongos);

2. NOKanu3oBaHHbIle (M301IMPOBaHHbLIN aMUIongo3 npeacepaun
(HaTpuypeTnyecknn bakTop npeacepann);

1. nepBu4HbIe (pe3ynbTaT HapyLleHUst PYHKLMN UMMYHHbIX
KNETOK NPU MHOXXECTBEHHOW MUENOME);

2. BTOPUYHbIE (peaKTUBHbIE) KaK OCINOXXHEHNE XP.
3aboneBaHnin (peakTUBHbLIM CUCTEMHbBIM aMUNONa03,
BTOPUYHbLIN KOXHbIN aMUionaos)

Crniy>kat NpUYNHOMN:

apuTMum,

cepaevyHon HegoCTaTOYHOCTU;
cnieHomeranuu,

noiMHenponaTtum



AmMnnonaos cepaevyHou MbliLULbI
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erkux

AnbBeonApHbIN NPOTEUHO3 N




Islet B- O
cells QO
Intracellular@
Amyloid

Formation

Extra-Cellular %
Amyloid

Formation and
Apoptosis



[poTenHonaTuu OcHoBHOU Oenok arperaToB
bonesHb Anburenmepa benok B amunouna (AB); Tau benok
bonesHb NapknHcoHa CUHYKNEWUH a
[1p1OHHbIE BONE3HN NPUOHbI
AMHOTpOdMyeckuit natepanbHbIn cynepokcuaamMcmyTashl

CKIepo3

CaxapHbin anaber | Tvna

amMUNOMAHbIA NONUNENTU OCTPOBKOB
(amylin)

Karapakrta

KPUCTanuH

AmMmnnounaos npeacepanm

npeacepaHbIn HaTPUypeTUYECKUM
pakTop

MykoBucuenos

cystic fibrosis transmembrane
conductance regulator (CFTR) protein

Cepl'IOBI/ILI,HOKJ'IeTO‘—IHaFI dHEMUA

B-uenb remornobuHa 6Glu— Val




bone3Hb Anburenmepa

Microtubule Subunits



Crennu [lpy3umHep — amepukaHCKkMin Bpad, npodoeccop
HeBponornm n buoxummn, naypeat Hobenesckon npemun no
domnamnonormn n meguumHe 1997 roga 3a OTKpbITME MPUOHOB
— HOBOrO WCTOYHMKA WUWHAEKUun, n 3a O0DbACHEHME
OCHOBHbIX MPUHLUMNOB €ro 4eNCTBUS.



TTpuoHHEIE 60nesHu

PrP¢ — prion related protein
(253 AK y yernoseka);

PrPsc — scrapie.

[ybuaTbi SHLUEdaNNUT KOPOB;
Ckpab (no4yecyxa) oBel;

JleTanbHag cemenHasag NHCOMHUS;

bone3Hb Kpenudenbaa->Kakoba.


http://commons.wikimedia.org/wiki/File:CJD_Cortical_spongiosis.jpg?uselang=ru




[Monyacbl, 60nbHbLIE KYpY.



KaHHubanusm - dakTop pucka bonesHu
Kpentuydenbara-Akoba



Wild-type protein
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Protection from
kuru + sCJD

Complete
protection



Oucnnasus
COeANHUTENbHOW TKaHMW.

KonnareH — coctaBnsieT 30% MaccChbl KIeTOYHbIX BENKOoB.

B KrneTkax 4yernoBeka nmeetca 27 TUMNOB KorsareHa
npencTaBli€HHbIX 42 pa3yindHbiM normnenTnaHbiMmn LenamMu.

NmeeTtca bonee 20 6enkoB MeKLWmxX kKonnareHonoaooHble
nomMeHbl (benok cuctemsbl komnriemeHTa C1q, 6enku
cypdakranta — SPA, SPD).

B nocTtTpaHcnauMoHHOU moaudmkaumm KonnareHoB
NPUHUMAET y4acTue ~ 8 epMeHTOB.



[[eHeTHMYeCKNe NPUYUHDI:

CuHapom Ehlers-Danlos - (HapyLeHve B reHax
— nu3un 2udpokcunasbl, npokonna2eH N-nenmudasbi Unu o
KonnazeH 1).

*  TUNEepPPaCTSKUMOCTb KOXMW,
*  TMNEepnoABMKHOCTb CYCTABOB,
*  XPYNKOCTb TKaHEN, CNIOHTaHHbIN pa3pbIB a0PTbl, KEMyaka.

CuHapom Alport -
neektbl konnareHa 4 Tuna (0CHoBa 6asanbHbIX MeMOpaH) —
*  HapyLleHne YHKLMM NOYEK,
* MPOTENHYPWS,
*  remartypus,
*  Mo4YeyHas HeJOCTaTOYHOCTb.



OueTnyeckune NPUYMNHbLI:

CuHapom MeHke - nuLeBas HegocTaTouHOCTb Cu*

ONs1 IU3UH okcuda3bl. HapylueHa CTPYKTypa anacTuHa u
KOnnareHa.

*  Ky4yaBble BOMOCHI;
*  3a[epxKa pocTa v pasBUTHS.

LluHra - nuiesas HegoctatoyHOCTb BUT.C. HeakTuBHbI
NU3un- U NPONUN2UdpPoKcUnasbl.

*  KPOBOTOYMBOCTb [ECEH,

*  TOAKOXHbIE remopparuu,
* cnaboe 3aXMBMNEHNE PaH,
*  BblNageHue 3y0oB.






HAPYLWWEHUE OBPA30OBAHUNA KOHEYHOIO
MPOAOYKTA

A=>DB=>C=D=E

HAKOIMJIEHUE
CYBCTPATOB-NMPEAWECTBEHHUKOB

A:>B:>C>§D:>E



OMIM

- Da3a gaHHbIX HacneaCTBEHHbIX BonesHen YenoBeka.

[1poeKT -

«MeHAeneBCKOe HacnepoBaHWe y YenoBeKay

(aHen. Mendelian Inheritance in Man, MIM)



Mykononucaxapuaossr

— rpynna metabonnyecknx 3abonesaHnin COeAUHUTENbHON TKaHU, C
HapyLleHNEM ODMEHA KUCNBIX rnuUuKkosamuHornukaHoe (GAG,
MYyKonosnucaxapuaoB), n3-3a HegoCTaTO4YHOCTU NTIU3OCOMHbIX
depmeHTOB 0OMeHa. 3aboneBaHud (~ 40) npoaBnATCA B BUAE
NIN30COMHbIX Oone3Hen HakonneHus: AedekTbl
* KOCTHOM,
* XPALLEBOW,
* COEOVHUTENbHOW TKaAHEeMN.
NletanbHoOCTL cocTtaBnsaeT 50—60 %,

cpeav AeTen paHHero Bo3pacra — Bbllle.
B 3aBucuMoOCTM OT HegOCTaTOYHOCTU PEPMEHTOB NMM30COM,
HakannmearTCA MyKornonucaxapuabl 0OQHOro U3 TPEX KIacCoB:
* renapaHcynb@arel,
* AepMaTaHCynNb@artl,
* KepaTaHCynb@aThbl.






DOeHOTUMbI MyKONONUCAxXapuaos3a

HU3KUIA POCT C AMCNPOMNOPLMOHANbHBIM CTPOEHUEM CKereTa
(avcnponopumoHanbHas KapMKOBOCTb);

rpy6bre uepTl nUua;

KOCTHLIE AeqOpMalLMK - BOPOHKOOBOpasHas AedopMaLyst rpyaHON KNETKH;
rMNepMobunbHOCTL MexdarnaHroBbiX U TYrONOABKHOCTb KPYMHbIX CyCTaBOB;
MBIlWEYHAA FMMNOTOHUS;

HanuyMe rpeDxu;

rMnNepTpuxos;
renarocnneHomeranua.

CHUXEHUE UHTEeNNEeKTq;
NOMYTHEHUE POroBULLI, INAYKOMQ;
TYrOyXxoCTb Pa3fMyHoOi CTENEHN; —_—
HEOCTATOMHOCTb KNANAHOB CEP/LIA, mem
rMNepTpopUA MUOKApPAQ, _
HapYylWeHUA CepAeuHOro PUTMQ;
HapyleHua paseuTua GPOHXONErOYHON CUCTEMBI.




NMecHs nobeautens. [Janun MnyxHukoBs. «H cBoboaeH». lonoc.[Jetn-3. ®uHan. PparmeHT
Bbinycka ot 29.04.2016
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ButamunH B nuwie

|

benkn-nepeHoCcYnKkn B CIIN3NUCTOMN

v

benkn-nepeHoCc4YmKkn B KPpOBU

v

Benkun-peuenTtopbl, 6eNKN-NepeHoCHNKN
LmuTonnasMmaTu4eckmux memopaH

v

depMeHTbI CUHTE3UPYOLLME aKTUBHYIO
doopmMy BUTaMMHA

v

KodbepMeHT B aKTUBHOM LIEHTPE pepMeEHTa




Kpp = [S]

[lpn ckopocTU = 2 MakKMmanbHOWU

K., = [BUTamuH]j




Ko6anamuH (BIZ) — 2,4 MKr/AeHb.

MemunmanoHun-KoA mymasa.

Cumntombl: metunmarnonunosas aungypusa (OMIM 251000)
auMaos, rmnepaMMOHEMUN - HU3KUM YPOBHEM UHTEMMeKTa B
nepBble rofbl >KU3HW.

MemuoHuUH cuHma3sa — runeproMmoLnUcTENHEMUEN.

CMNTOMbI: rMNeproMoLmcTeMHeMns, Meranobnactnyeckas
aHeMusl, HEBPONOrM4eckne HapyLeHus, TMNOTOHUSA, HapyLLIEHWUS
pa3BUTUS, aHOPEKCUS N NMIOXon Habop Beca.



BuotuH (B7)— 0,03 mr/aeHb.

CUHTETA3a XONIOKAPOOKCUIIA3LI — KaTann3npyeT
obpasoBaHue bnotnHMN-AM® n nepeHoc bMOTUHa Ha
anokapbokcunasy n obpasoBaHne xonokapbokcmnnassbi.
Katanunanpyet 4 OUMOTUH-3aBUCUMbIX DEPMEHTA: B
MUTOXOHAPUNAX - hponuoHun-KoA kapbokcunasy, nupysam
kapbokcuna3y, B-memunkpomoHun-KoA kapbokcunasy; B
LuuTo3sone — ayemun-KoA kapbokcunasy.
HepocTtaTtouHOCTb cuHTeTasa xosiokapboKcuiasss
(OMIM 253270).

CumMnTOMBI: aumnaypus; npobnembl NUTaHUS;
HeBporornyeckas naTtonornsa - rmnoToOHUS, HapyLLeHue
CO3HaHWs1, cygoporn n atakcms (noTepsi KoopanHauum
OBWKEHNWN); KOXHbIE MPOSABIIEHNS — anoneunst u cbinb.



PubognasuH (B,)-1,3 mrigens.
$MH v BAL] B cocTase 4% (~ 150 hepmeHTOB).

memuneH-THF pedykma3a - HHcy, cepneyHo-cocyamncTble
3aboneBaHns, MUrpeHb, anabetTnyeckas HeponaTus, BPOXKOEHHbIE

HapYyLLIEHUs pa3BUTHS cepaLa
(OMIM 236250).

KopomkouenoyeyHas-, cpedHeyenoyeyHas u

d/luHHoyenoYyeyHas ayun-KoA decuopozeHa3sa -
HEMPOMbILLEYHbIE HAPYLLEHWS, METabONMYECKNI auunaos,

ANUNPUNaaKu, OTCTaBaHNe B (OU3NYECKOM PaA3BUTUN.
(OMIM 201470, 201450, 201460).



TuamuH (Bl ) — 1,2 Mr B [ieHb., TuamuHgudocdart, 4 dhepmenTa.

HeaudpozeHasa AK ¢ pazeemenénHol yenbio — 6onesHb
KNeHoBOro cupona - BbiCOkMM ypoBeHb B Moye Val, Leu, lle
BCNECTBIE Yero oHa npuobpeTaeT 3anax KNeHOBOro cupona.
(OMIM 248600).

CuMNTOMBI: KETOALMAO03, HAPYLLEHNE YMCTBEHHOIO Pa3BUTHS,
aTakcus, cnenota (> 0-KeToKWUCOT).

Mupysam dekapbokcunasa — 6onesHb Jlea (Leigh disease)
HeKpoTUYecKan IHUecthanommuonaTua B 1€TCKOM BO3pacTe,

CuMNTOMBI: NaKToaUMa03, atakcus, HapyLeHne YMCTBEHHOrO
Pa3BUTUA, NOBbILLEHHAsA BOCMPUUMYMBOCTb K MHAPEKLIMAM,
MblLLeYHas cnaboctb, runotoHus u ap.) (OMIM 312170).



a-kemoanmomapam de2udpo2eHasa
(OMIM 203740).

MembparHbIi nepeHocquk muamuHa SLC19A2 (BCTPOEHHBIN
benok MmembpaH)
(OMIM 603941).

TuamuH nupogpochokuHasa
(OMIM 606370).

- MeranobnacTuyeckas aHeMusi, caxapHbiy
nuabeT, HEMPOCEHCOPHan rnyxoTa.



TTupuaokcur (B;)- 1.3 mrinexs,
nupuaokcansocdat (PLP). 112 epmeHTos (3%).

OpHumuxnamuHompaHcgepa3sa - rupatHas arpodusa (OMIM
258870). HapywieHne npeBpaLleHnst OPHUTIHA B MPOSINH.

CMNTOMbI: aTpodunst CETYATKN U MUTMEHTHOTO 3MUTENKUS rNas,
nporpeccupyoLlas gereHepawuum cetyaTku 1 cocyaucToro
cnneTeHus rnasa.

Hucmamuorun B-cunmema3sa. (OMIM 236200). HHcy, |H,S, CC3.

y-4ucmamuoHUH nua3sa - uicTaTmoHnHypusi, HHey, Hapywexue
YMCTBEHHOTO Pa3BuTS, KOHBYIbCUI, TPOMOOLIUTONEHNS, HECaXapHbIiA
HedpporeHHbI anabet n caxapHbin anadet. (OMIM 219500).



Hekapbokcuna3a 2annymamMuHoO80U KUC/IOMbI — cuHTe3
[AMK. 9nunenTtunyeckue npunagkn n cHuxeHue 1Q —
KoadpduumeHta ymcteeHHoro passutmsa. (OMIM 266100)

AnaHuH-a2n1uoKcunam aMmuHompaHcgepasa —

runepokcanarypud, MKb n noyeyHas HegoctaTtovHOCTb. (OMIM
259900).

Hekap6okcunala apomamuyeckux L-aMuHokuciom.
Haunbornee BaXxHO - cMHTE3 AodaMnHa U cepoToHuHa. HapylweHue
pa3BuTuNS , rmnoTtoHna, n np. (OMIM 107930).

B-anaHuH a-kemoanymapam mpaHcaMuHa3a.
CuHgpom KoxeHa — BblpaXXeHHasi yMCTBEHHAs! OTCTaNoCTb
COYETaAETCHA C OXKNPEHUEM, MbILLIEYHON TMNOTOHMEN, TUMONSIa3neN

HWXHEWN YENnCTU, Y3KNEe PYKU N HOTU, OApYyrue AucreHeTu4eckue
npusHaku. (OMIM 216550).



