MuLiBrEy nanism



= HaHuam Mulibrey — 310 KpanHe pegkoe
ayTOCOMHO-PeLECCUBHOE rEHETUYECKOE
PACCTPOUCTBO, KOTOPOE XapaKTepusyeTcs
rmyboknmmn 3agepxkamm pocTta u
OTNNYNTENBHLIMU aHOMASTUAMU MbILLL,
NeYyeHu, rofiIoBHOro Mo3ra 1 rnas. AKPOHUM
Mulibrey pacwmndposbsiBaeTtca kak (MU)scle
[MbILubl], (LI)ver [meveHb], (BR)ain [mo3r] u
(EY)e [rna3al].



DNMUIEMHOJIOr s

= HaHu3m Mulibrey — ato pegkoe 3aboneBaHue,
KOTOpPOE pa3BMBaETCA Y MY>XXYNUH U XKEHLLUUH B
paBHbIX COOTHOLWEHUSX. [MpnbnusutensHo 110
nayMeHToB ObINIO 3apErMcTpupoBaHO BO BCEM
Mupe. bonbLNMHCTBO crny4aeB ObINo
3aperncrtpumposaHo B PUHAAHOUN, HO OHU
Takke doukcupoBanucb B CeBepHon AMepuUKe,
HOxxHON Amepuke, LleHTpanbHOU AMepuKe, B
McnaHun, ®paHumm u B ErmnTe.



IIpynunHbBI

= HaHn3m Mulibrey BbI3bIBaeTcH
aHomanueun B reHe TRIM37, koTopbi
nokanunsoBaH Ha Xxpomocome 17 B
pernoHe 17q22-q23. 310 paccTpoOUCTBO
MMEET ayTOCOMHO-PELLECCUBHbLIN TUM
HacrnegoBaHU4A



| TaBHBIE ITPHU3HAKU:

- 3aepKKa pocTa (HaHU3M);

- XapaKTepHbIE PEHTreHonornyeckne npmuaHakm (y3kue
OJNTMHHBIE KOCTU C TONCTbIM KOPTUKarnbHbIM CITOEM U Y3KUM
MeaynnspHbIM KaHanoM, HU3KO PacrosfioXXeHHoe Mernkoe, J-
obpasHoe Typeukoe ceaslo);

- XapaKTepHble YepenHO-MO3roBble aHOManu
(ckadbouedanus, TpeyrorisHoe NULO, BbICOKUN U LLUMPOKUA
no6, HM3Kaga nepeHocula, TenekaHT);

- XapakTepHble rmasHble NPosiBNEeHUa (KenTble NaTHa Ha
ceTyaTKke rnasa npeuMyLLecTBEHHO B Nepmndepmnyeckmnx
obnacTsx);

- aHanorn4yHoe 3abonesaHue y cubnuHra.



J1OTIOJIHUTEIbHBIE TPU3HAKUE

= - TOHKN BbICOKUW MOMOC;
- renaTtomMeranus;
- KOXXHbl€ HEBYChI APKOW OKpacCKu;
- pnbpo3Hasa gucnnasnga AfMMHHbIX
TpybyaTbIX KOCTEN.



J/Ilmarnocruka

= HaHmnam Mulibrey moxeT ObITb AMArHOCTMpOBaH
npun PoXXaeHun nocrne TwarenbHOoro
KNMMHUYecKoro oocrieagoBaHus, nocre
onpeneneHns XxapakTepHbIX PU3NYECKnX
NPoABNEHUN U NMOCcre NpoBeaeHUS
cneunann3npoBaHHbIX TECTOB. Takme TecCThl
MOrYT BKNto4YaTb peHTreH, IKI nnu
MOJIEKYITAPHO-TEHETUYECKOE TECTUPOBAHNE
reHa TRIM37, KOTOpbIM MOXXHO ByaEeT TOYHO
noaTBeEPAUTL ANarHos.



JleyeHue

= [lepukapauT MOXET ObITb Bblf1leYEH
xupypruen. Anypetmkn n gQUrokCUH MoryT ObITb
npeanucaHbl 48 KOHTPONSA Hag NpPOorpeccupyroLen
cepaevyHoOn HeOOCTaTOYHOCTbIO. 3aMecTUTeNbHas
ropMoHarsibHasi Tepanusa JOoSMKHA Ha3Ha4YaTbCAa OETAM C
oednunuToM ropmMoHa pocTa, Nnuam C 3aEPXKKOU
NONOBOro CO3pEBAHMUS, C PEOAKUMU UIMN OYEHb JTIETKUMU
MEHCTpYyaribHbIMWU Nepuogamu, rmrnoTUpeo3om,
rmnoagpeHoKopTULM3MOM U C aHOManmMsMm AN4YHMKOB
nnun andek. dpyrumm metogamm neyveHns MOXHO dyaer
TOJIbKO KOHTPOSIMpOBaTb CUMMNTOMbI 1 0bLLEee
COCTOSIHME 3[00POBbSI NALNEHTA.
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Fig. 1: Mass scies in 22-year-old male with Mulibrey nanism (124 cm high, weight 29 kg, waist circumference 86 cm)

Multiple malformation syndrome (Mulibrey
nanism) is a rare disease originating from a
genetic basis. It is an autosomal recessive
hereditary disease, which originates prenatally by
mutation in tripartite motif 37 (TRIM37) gene,
which codes peroxisomal TRIM37 protein of
unknown function. The occurrence of Mulibrey
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nanism has most frequently been described in
Finland: in other countries only isolated cases
have been published. In the Czech Republic, there
is only asingle patient case described’. The name
Mulibrey nanism is derived according to the most
frequently discovered clinical symptoms: Mascle
— muscle hypotrophy, LIver — hepatomegaly,
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