TPAHCNAAHTALMS
COAUAHBIX OPTAHOB

MPU AEYEHUU

OP®AHHbIX 3ABOAEBAHUM
Y B3POCAbIX U AETEH

I'nyookoysarcaemuie konnecu!

Cpeou peyunuenmog conuoHvIX
0p2anoe onpeodeieHHoe Mecmo
3aHUMAIOM nayuenmsl ¢ Mmaxk Ha-
3b18aeMbIMU OphaAHHBIMU 3a00]e-
sanuamu. Peuv uoem o peokux 3a-
bonesanusx, pacnpocmpaHeHHOCHb
KOMOPbIX 8 NONYIAYUU COCABIAET
He bonee 10 cayuaes na 100 moi-
cAY HaceneHnus. Imo msadicenvie
npoepeccupyrouwue 3a001e6aHusl,
npusodaujue K UHBANUOUIAYUU
U cmMepmu nayueHma, 3Ha4umas
yacms KOmMopwix 00yclosiena 2e-
HeMUu4eCKUMU OMKIOHEHUSMU TUOO
AYMOUMMYHHBIMU HAPYULEHUSMU.
XapaxmepHvle cumnmomsl 4acmo
NPOAGIAIOMCS 8 OEMCKOM 803pdcme, HO NOYMU 8
NONOBUHE 6CeX Clyuaes DONE3Hb Modcem 0OHapy-
HCUBAMBCS U ) 83DOCIIBIX.

Tpancnianmayus opeanoe 6blNOIHAEMCs npu
pade opghannvix 3ab0nesanuil, y oemeu u 83poc-
JIbIX, 8 CYUAAX OMCYMCMBUsL Ul HedPpexmue-
HOCMU 2MUOMPONHOU ULU NAMO2EeHEeMUYECKOl
mepanuu. HMUIL] THO um. ax. B.U. lllymaxosa
obnadaem onvImMom YCneuHou mpancnaaHmayuu
newenu npu cuHOpome Anaxdcunis, cucmuoyumose,
2nuKozeno3e, depuyume anva-I1-anmumpuncuna,
MYKOBUCYUOO03€e (KUCMO3HOM (hubpose), cunopome
Yonrkomma—Pannucona, cunopome Kpuenepa—
Haiispa, cunopome JKybepa, muposunemuu, Ha-
CLeOCMBEHHOM 2eMOXPOMamo3se, 2alaKmo3emull,
nepeuyHol 2unepoxcanypuu 1-eo muna, neuyunose,
MPAHCNIAHMAYUU NOYKU NPU AMUNUYHOM 2eMOTIU-
MUKO-YPEMUYECKOM CUHOPOME, NAPOKCUZMATbHOU
HOUYHOU 2eMO2NI0OUHYPUU, NePEULHOU SUNEPOKCA-
JypulL, YucmuHo3ze, mpancnianmayuu 1eckux npu
JUMPAHSUONEUOMUOMATNO3E IE2KUX, SUCTIUOYUMO3E
u3 knemok Jlaneepeamuca, He kaaccuguyupoeanHom

SOLID ORGAN
TRANSPLANTATION

IN THE TREATMENT

OF ORPHAN DISEASES

IN ADULTS AND CHILDREN

Dear respected colleagues,

Patients with the so-called or-
phan diseases occupy a certain
place among solid organ recipients.
By orphan diseases I mean rare di-
seases with a prevalence of no more
than 10 people per 100,000 popula-
tion. These are severe progressive
diseases that lead to disability or
death. Most of them are caused by
genetic abnormalities or autoimmu-
ne disorders. Their characteristic
symptoms often appear in child-
hood, but in almost half of all ca-
ses the disease can also be found
in adults.

Organ transplantation is performed for a number
of orphan diseases, in children and adults, in cases
where there is no etiotropic or pathogenetic thera-
py or such is ineffective. The Shumakov National
Medical Research Center of Transplantology and
Artificial Organs has successfully performed liver
transplantation for Alagille syndrome, histiocytosis,
glycogenosis, alpha-1-antitrypsin deficiency, cystic
fibrosis, Wolcott—Rallison syndrome, Crigler—Naj-
Jjar syndrome, Joubert syndrome, tyrosinemia, he-
reditary hemochromatosis, galactosemia, primary
hyperoxaluria type 1 and leucinosis. The center has
also successfully conducted kidney transplantation
for atypical hemolytic uremic syndrome, paroxysmal
nocturnal hemoglobinuria, primary hyperoxaluria,
and cystinosis. We have successfully carried out lung
transplantation for pulmonary lymphangioleiomyo-
matosis, unclassified Langerhans cell histiocytosis,
alpha-1 antitrypsin deficiency, cystic fibrosis, pri-
mary pulmonary hypertension, pulmonary arterial
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6 Opyeux pyopuxax, HedocmamouyHocmu anvgha-1-
AHMUMPUNCUHA, MYKOBUCYUOO3€ (KUCIMOZHOM (Puo-
po3e), Nep8UUHOI 1e204HOU 2UNEePMeH3UU, 1e20UHOU
apmepuanvHou cunepmensuu (JIAI, accoyuuposan-
HAsl C 8POACOEHHBIMU NOPOKAMU cepoyd, pe3udy-
anvnasn JIAI u Op.); mpancnaianmayuu cepoya npu
006CmMpPYKMUBHOU 2unepmpopuueckoll Kapouomuo-
namuu, amaxcuu Ppuodpetixa (aymocomHo-peyec-
CUBHASL MO3IICEYKOBAS AMAKCUSL), BPOHCOEHHOU Mbl-
weunou oucmpoghuu Imepu—/petighyca u op.

Fonee moeo, nposedenue mpancnianmayuu Ha
PAHHUX cmaousx 3a001e6anus no3eosaem 6 00lb-
wuHCmee cyuaes npedynpeoums pazeumue mema-
OONUYECKUX, UMMYHHBIX U OPY2UX HAPYULeHULL, NPU-
B00SUUX K HEOOPAMUMOU OUCHYHKYUU HCUSHEHHO
BAICHBIX OP2AHOB U NOCTEOVIOWell UHBATUOUZAYUU.
Csoespementoe npogedenue onepayuu no360/sem
He MONbKO 000UMbCA 8b1300POGLEHUS NAYUESHINO8,
HO U YCMPAaHsiem uMesuiuecs NposieieHus Hapyuie-
HUll Memabonuzma.

Ipu uccnedosanuu aymoumMmyHHbIX U OPPAHHBIX
3a6o0ne6anull Mbl paspabamovléaem KOMNIEKCHbIl
100X00, coyemarowull peuieHue hyHOaMenmanrbHbIX
3a0a4 u npuxiaoHvle acnekmol. Pe3ynomamol uc-
Ce008anUll 8 00NACMU U3VHEHUS U JleUeHUsl OPPaH-
HbIX 3A001e8aHUL NIAHUPYIOMCS K ONYOIUKOBAHUIO
6 Hauem dncypuane 8 2023 200y.

C ysaoicenuem,
2NIABHbIU Pe0aKmop
axademux PAH C.B. [omve

hypertension (PAH associated with congenital heart
disease, residual PAH, etc.). The Shumakov center
has also recorded successes in heart transplanta-
tion for obstructive hypertrophic cardiomyopathy,
Friedreich s ataxia (autosomal recessive cerebellar
ataxia), Emery—Dreifuss muscular dystrophy, etc.

Moreover, transplantation in the early stages of
the disease can, in most cases, prevent metabolic,
immune and other disorders that lead to irreversible
vital organ dysfunction and subsequent disability.
With timely operation, the patient can fully recover
and existing manifestations of metabolic disorders
can be eliminated.

In the study of autoimmune and orphan diseases,
we develop an integrated approach that combines
fundamental problems and applied aspects. Results
of our study and treatment of orphan diseases will
be published in our journal in 2023.

Sincerely,

Sergey Gautier
Editor-in-Chief,
Member, Russian Academy of Sciences



