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TepMUMHONOIrng

KnuHn4eckunii cuHapom, NposiBlieHNEM KOTOPOTO SABISIETCH aNn3oamyeckas unm ctabunsHas
rMneproHagoTponHas ameHopes Yy XeHLmH Mmornoxe 40 ner.

HopmanbHO

(PYHKLUMOHUPY oMM | UCTOLLUEHUA ANYHUKA
ANYHUK

CuHgpom




OTMOTIorns

) Houonamuveckan

2. AymoummyHHas, 8KMKOYan aymouMMYyHHbIU nonuanaxdynapHeId CUHOpOM (autoimmune

polyendocrinopathy-candidiasis-ectodermal dystrophy -— APECED) ecnedcmeue
mauyuu 2eHa AIRE
3. fecpexmel X-XpOMOCOMBI:
- CuHOpoMm lepewesckozo— TepHepa
- cuHOpom nomkou  X-xpomocombi  (npemymauyus 2eHa  FMR1)
4. MoHozeHHbIe Mymayuu
CuHOpoms!:
- 2anakmo3emus. peyeccugHsIl mun HacnedosaHus
- bneghapoghumos (blepharophimosis-ptosis-epicanthus inversus syndrome
BPES); OomuHaHmubld  mun  HacnedogaHus, cuennenHsii ¢ X-xpomocomou
- nceedozunonapamupeos (PHP, mun 1a); omuoseckuld uUMNPUHMUH2
- neuxkoducmpogbusn (EIF2B); aymoCOMHO-PeyeccuHbIl mun HacnegoeaHus
U3onupoeaHHsie deghexmbi:
Mymauus 2eHa peuenmopa ghonnuKynocmumMynupyoweao 20pMOHa
(FSHR); peueccugHbil mun HacnedosaHus
Mymauuss 2eHa peuenmopa momeurusupyrowe2o 2opmoHa — JII (LHR);
CuBHbIU mun  HacnedosaHus
Mymauusi 2eHa uHaubuxa A (INHA)
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peuec-

Mymayus 2eHa akmopa = mpaHckpunuuu  forkhead (FOXL2), accoyuupogaHHas C
6neghapoghumosom (blepharophimosis-ptosis-epicanthus inversus syndrome
— BPES); OomuHaumHell mun  HacnedosaHus, — cuenneHHell ¢ X-xpomocomou

SmpozerHasn:

- onepamueHoe yoaneHue AUYHUKOS

- xumMuomepanus

- nyyeeasn mepanusn
6. BupycHble uHGbexkyuu  (KpacHyxa, onosicklearowutl  2epnec, unu herpes zoster,
MezanosupycHas uHgbekyus)

uumo-




KNMMHWMKAa

e  OnuromeHopest N ameHopes
becnnogne
e KnumakTtepuieckme cUMNTOMbI:

MOTNMBOCTb, CyXOCTb CIU3UCTbIX, Pa3ApaXKUTENbHOCTb, HAPYLLEHWSI CHa, AUCMapeyHus,
NpUnMBbLI (pe3Koe oLLyLLIEHNE apa B 06nacTy nuua, LWew U rpyam B TEYEHNE HECKOMbKNX
MUHYT)

e Puck pa3BuTus 0CTEONOPO3a, cCaxapHOro AnabeTta,BocrnanuTernbHbiX 3aboneBaHus
MOSIOBbIX OpraHoOB, CepAeYHO-COCYANCTbIX 3aboneBaHuin



O6BbeKTUBHOE MccnegoBaHMe

e Hanuune 3o06a Xawmmoto unm 6onesHn Npensca

e [lpu3Hakm aTpodMyecKoro BarmHnTa

e [loBblWEeHHasa NUrMEeHTaLMs KOXM U BUTUNUIO, CBA3aHHbIE
C ayTOMMMYHHOM NePBUYHON HEJOCTATOYHOCTbIO
HagNoOYe4YHNKOB, OpTOCTaTUYECKas TMMOTEH3USA

e YBenuyeHue ANYHUKOB (Npy OMMaHyanbLHOM BnarasnmLiHOM
obcnepoBaHum 1 npu Y3W), cBazaHHOE C ayTOMMMYHHbIM
ooopnTom

e [1703 (6nedapocdrmos / NTo3/cuHaApomM obpaTHOro
anuKaHTyca)

e [lpusHakun cuHgpoma LepelueBckoro-TepHepa

bonekasa X0




[laToreHes

Kmuaungeckoe
cocrosaaue ITHA

Yposenp ®CI Ha 2-3 1eHb
U KJIa

HopmanbHbIH

HopManbHBIA: 3IIM30M9eCKoe
«cnygaunHoe» nossimenue eCI
B Pa3HBIX UAK/AAX
IloBrmeHALIA: B 2-X

HCC/Ie JOBAHUAX C AHTEPBAJIOM
B Mecan, yposeHb $CT Boime
HOPMBI

Bricoxwii: @CT' B 3 pa3a Beime
BePXHEU I'paHUTBI HOPMBI

PepTHIBHOCTD

Mencrpyanbs
BIH ITUKI

Perymapasii

Perymapnabiii,
3-5 AH. MHHA-
3a /1€ PPKKA

Perymapnsii,
$ynxomronans

HEI€ KHCTEI

Heperymsp-u
MJIM dMEHOPEsL




IHMarHoCcTmMKa

[narHos ctaBuTcs npu:

Bospacte <40 net

ONUro-/ameHopes B Te4EHNE He MeHee 4 MecsiLEB
MoBbiweHne yposHa PCI > 25 ME/n c nHTepBanom B 4 Hegenu
CHwKeHWe KoHLeHTpaLmm acTpagunona

[MnoTpodun maTkn, OTCYTCTBME POSSTUKYITOB B AUMHMKAX



Heo0xoaumoe JTHATHOCTHYECKOE 00C/1I€10BAHHE

Tecr Kianunueckoe Biansinue
[HonoxureabHbIi TECT HeraruBusbiii Tecr

Kapuorun (ans anarsoctuku | Koncynsranus JlononHuTenbHBIH aHAIN3
cunipoma TepHepa) IH/IOKPHHOJIOra, Kap/IH0JIora | KApHOTHIIA B dMHUTEIHATBHBIX
M TeHeTHKa KJ1eTKax (B ocobo
MOJIO3PHTEJILHBIX CIyHasXx)
Tect na nanuuue Y- OO0cyx1eHne roHaIPKTOMHH
XPOMOCOMBI

MOparwibHas xpomocoma X KoHcynbTalus reHeTnka _

AyTocoMalibHOE
reHETHYECKOE TeCTHpOBaHue'

ICYJIbTAllUA [ToBTOpHBI TEecT B ciy4ae
KpHHOJIOra KJIHHHYECKHUX MPH3HAKOB H
skeroanbli rect Ha TTI CHMITTOMOB
He nokaszano ecem nayuewmkam c¢ ITHA 3a uckniovenuem cneyugpuueckux mymayuit (Hanpumep,
BPES).
? npu ITHA nescho2o 2enesa uiu nOOO3PEHUN HA UMMYHHbBIE PACCMPOLICMEa

/




JleyeHMe

e 3l TeBUAe 17B-actpaanona (2 Mr/cyTku per 0s) B COMETAHUN C LUKITNYECKUM MPUEMOM
nporecTMHoB: anaporectepoHa (10 Mr/cyTku) B TedeHne 12 gHen exxeMecsiyHo Ans
MHOYKUMM MEHCTPYanbHONO400OHbIX peakumi

e KOKHe pekomeHaoBaHbl B kadecTtBe 3 T, Tak Kak cogepxxat 6onbLiee Konnm4yecTeo
NoJSI0BbIX CTEPONAOB, YEM HYXXHO

e [Ipenapatbl Ca

‘ DuBucex

28 Tabnerok

Cepua o

\,,




NCTOUHUKU

o “llpexpeBpeMeHHasAs HEAOCTAaTOYHOCTb AUMYHUKOB: MHEHUE 3KcnepToB”
YeboTHUKOBa T.B. 2007T.

® KEHCKOe-340pOBbe.MH(O

e PekomeHgaunmn ESHRE «BegeHune XXeHLWmH ¢ npexxaeBpeMeHHON HeA0CTaTO4HOCTbIO

ANYHUKOB», 2015



Cnacmbo 3a BHMMaHume! \



