CuHOpom Ynbpuxa-HyHaHa




Cunnpom Hynan (cunapom Yibpuxa — HyHaH, TEpHEpOUIHBIN CHHIPOM C
HOPMAaJIbHBIM KapUOTUIIOM) — peJIKasi BpOXKJICHHAs MMaTOJIOTHs, HACIEIyEeTCs 10
ayTOCOMHO-JIOMHUHAHTHOMY THITY, HOCUT CEMEWHBIN XapaKTep, OJHAKO BCTPEUAIOTCS U
cnopaandeckue ciydad. CUHIpPOM OpearnoiaaracT Haauuue (PeHOTHIa, XapakTepHOro
st cu"apoma [lepemeBckoro — TepHepa y oco0eit )K€HCKOTO U MY>KCKOTO ToJia C
HOPMAJIbHBIM KapUOTUIIOM.




Ucropus:

bones3Hb onncaHa B 1963 rogy amepukaHCKUM BpavyoM-Kapanonorom »KaknuH
HyHaH, coobLumBLLEN O AEBATU NALMEHTAX CO CTEHO30M KiarnaHa Jiero4HOW
apTepuu, MmanbiM POCTOM, TMNepPTENOPU3MOM, YMEPEHHbLIM CHKEHNEM
WMHTENNeKTa, NTo30M, KPUNTOPXMU3MOM U CKESTETHbIMU HapyLweHnamMn. [JokTop
HyHaH, npakTnkoBaBLUasa Kak 4eTCKUN Kapanonor B yHuBepcutete AnoBbl,
3amMeTuna, YTo y AeTeu C pedkum TUNom rnopoka cepaua — CTEHO30M KnanaHa
NIero4HON apTepun — 4acTo Habnganncb TUNMYHLbIE PrUsnyeckme aHomanumm B
BUAE HU3KOro pocTa, KPbIFIOBUOHOM LLEeW, LUMPOKO NOCaXKEeHHbIX rfia3 U HU3KO
PacrnosioXXeHHbIX ywen. Mans4mkn n OeBOYKM nopaxkanmcb oanHakoBo. [JOKTop
[xoH Onuy, 6biBLUMK CTYAEHT HyHaH, NnepBbIM BBES B yrnoTpebneHne TepmMuH
«CUHOPOMOM HyHaH» Ona xapakTepuCTUKN COCTOAHUA OeTen, Y KOTOPbIX
oTMeyYanucb Npu3Haku, NOXoXxue Ha onucaHHble HyHaH. No3xe HyHaH Hanucana
cTtaTtblo «[Mneprtenopmam ¢ goeHoTunom TepHepa», n B 1971 rogy Ha
CUMMNO3nymMe cepaevyHoCcoCcyancTbixX 3abonesaHnn HasBaHne «CUHOAPOM HyHaH»
cTano ogouumnanbHO NMPU3HaHHLIM




CuHgpom HyHaH npeacrtaBnaeT cobon
ayTOCOMHO-AOMWHaHTHOE 3aboneBaHune c
BapbupYyloLLLEN SKCNPECCUBHOCTLIO. eH
cuHpgpoma HyHaH nokann3osaH Ha OJIMHHOM
nre4ye xpomocombl 12. He ucknoyeHa
reHeTn4yeckas reTeporeHHoCTb CUHApPOMA.
OnuncaHbl cnopagnyeckne n ceMeunHble
doopMbl CMHAPOMA C ayTOCOMHO-
OOMWHaHTHOW dhbopMOoWn HacnenosaHus. B
CEMEWNHbIX CIy4YasaX MyTaHTHbIW reH < P e T Ry
HacneagyeTcd, Kak npaBuro, ot MaTtepu, Tak A "\T‘i%ﬁ;j‘y‘w ¥)\:)_~;))
KaK N3-3a TAXXenbIX NOPOKOB pa3BUTUA 2 % \L o

MOYEnosIoBON CUCTEMbI MY>KYMHbI C 3TUM

3aborneBaHneM YacTto becnnogHbl.
BOoNbLWMHCTBO ONMMCaHHbLIX CllydaeB ABMAOTCA
cnopagnyecknmMmu, BbiaBaHHbIMU MyTaLNAMU
de novo.
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Hanbonee yactas npuymHa
cuHgpoma HyHaH — myTaums
reHa PTPN11, koTtopag
obBHapyXmBaeTcs
npuénuantensHo y 50%
bonbHbIX. benok, kognpyembin
reHom PTPN11, oTHOCKTCA K
CEMENCTBY MOJSIEKYIT,
perynupyowmx oTeeT
9YKapUOTUYECKNX KINETOK Ha
BHeLLHue curHanbl. Hanbonbluee
4YMCno MyTaunu nNnpu cuHapome
HyHaH nokannsoBaHO B 3K30HaX
3,7 n 13 reHa PTPN11,
KoOMpYoLWNX JOMeEHbI berka,
oTBevatlolne 3a nepexos,
NpoTeMHa B aKTUBHOE
COCTOSIHME.

AyTOCOMHO-AOMUHAHTHbLIN TUN
HacnegoBaHus



KiIMHUKA XapaKTepuCTUKA:

deHoTun O0JBHBIX ¢ CHHAPOMOM HyHaH HamoMuUHAaeT CUHAPOM TepHepa: KOpoTKas LIes C
KPBUIOBUIHOW CKJIAJIKOW WJIM HU3KUM POCTOM BOJIOC, HU3KUH POCT, TUIIEPTEITOPU3M
r1a3HeIX meneit (poto 2). JInieBbie MUKPOAHOMAIUH BKIIFOYAIOT AHTUMOHTOJIOUIHBIN
pas3pe3 IIa3HbIX IIENIEH, ONYIIEHHBIC BHU3 HAPYKHBIE YIVIBI IIA3HBIX LIEJIEH, MITO3,
SIUKAHTYC, HU3KO PACTIOJNIOKEHHBIE YIIIHBIE PAKOBUHBI, CKJIA49aThI 3aBUTOK YIIIHBIX
PaKOBUH, aHOMAJIUM MPUKYCa, PacIIEINHY s3bIUKa MSATKOTO Heba, TOTHYecKoe Hebo,
MUKPOTHATUIO U MUKPOTE€HUIO. [ pyaHas KieTKa MUTOBUIHON (hOPMBI C
TUIIOTUIa3UPOBAHHBIMU IIMPOKO PACCTABIEHHBIMUA COCKaMH, I'PYy/IMHA BBICTYIIAET B BEPXHEHN
4acTH U 3anagaeT B HUWxHEW. Okoso 20% OO0JbHBIX UMEIOT YMEPEHHO BHIPAKEHHYIO
naToJioruto ckeneta. Hanbosee 4acTo BCTpeuaroTcs BOpOHKOOOpa3Has edopmarius
IPYIHON KJIETKH, KU(DO3, CKOJINO03; PEKE — YMEHBIIICHUE YKCIIa MEHHBIX MO3BOHKOB U UX
CpallleHrEe, HATOMHUHAKOIIEE aHOMAJINU Npy cuHApoMe Knunmens — Oenns.




Y 60rbHbIX ¢ CMHAPOMOM HyHaH 0DObIYHO CBETIIble I'YCThble BbIOLLMECH BOSIOCHI C
HeOoObIYHbIM POCTOM Ha TEMEHU, YAaCTO BCTPEYalTCHA NUIMEHTHbIE MATHA Ha KOXe,
MNepTpUxo3, ANCTPOUS HOrTEBbLIX NIIACTUHOK, aHOMannu NpopesbiBaHUS U
PacrosioXXeHnsa 3y0oB, CKITOHHOCTb K 0bpa3oBaHuio KeNonaHbIX pyoLoB,
NOBbILLUEHHAA PACTAXKMMOCTb KOXW. Y TPeTn BOSIbHbIX OTMeYaroTcs nepudpepunyeckme
numdaTmyeckue oTekn, Yawle numdenema KNUCTen U CTon NPosBseTcd y AeTeu
paHHero Bo3pacta. Hepeaknm npnsHakom siBRgeTcd natonornsa apeHnsa (Mmonums,
KOocornasue, YyMepeHHbIM ak3odTanbM 1 4p.). 3agepkka pocta BCTpevaeTcH
NPUMEPHO Yy 75% O0nbHbIX, DOSbLUE BblpaXKeHa Y Mans4MKoB U ODbIYHO
He3HauynTernbHa. OTCTaBaHMe B pOCTe MaHN(ECTUPYET B NepBbIE rogbl XXU3HU, pexe
OTMEeYaeTCs He3HauYMTeSbHbIN AednunT pocta U Maccbl Npu poxageHun. C nepsBbix
MeCSLEB XU3HU OTMeYaeTcd CHUXeHne anneTtuta. KoCTHbIN Bo3pacT 0bbIYHO
OTCTaeT OT NacrnopTHOrO.

XapaKkTepHbIM MPU3HAKOM CUHOPOMA SIBNSAETCA OOHO- UM OABYCTOPOHHUN
KpUnTopxmnam, sctpevarowmmncsa y 70—75% B0orbHbIX MY>XXCKOro nosa, y B3pOChbIX
OONbHbLIX OTMEYaeTCs a3oocnepmus, orIMrocnepMnsl, AereHepaTUBHbIE N3MEHEHUS
san4vek. Tem He MeHee nybepTaT HacTynaeT CMOHTaHHO, MHOrAa C HEKOTOPOMU
3a0€EpPXXKOWN. Y OeBOYEK YACTO OTMEYAETCS 3aepKKa CTaHOBIEHNA MEHCTPYyaLuu,
NHOr4a — HapyLEHUss MEHCTPYanbHOro umkra. epTurbHOCTb MOXET ObITb
HOpMasribHOW Yy 60sIbHbIX 0O0KMX MONOB.



YMCTBEHHAs! OTCTAJIIOCTD BBISIBIISIETCS 00JIEE YEM Y MOJOBUHBI OOJIBHBIX, KaK
MpaBUJI0, HE3HAYUTENIbHAsL. HacTo OTMe4aroTCss 0COOCHHOCTH MTOBEACHUSI,
PaCTOPMOKEHHOCTh, CHHJIPOM JIe(UIIMTa BHUMaHUs. Peub 0OBIYHO pa3BUTA
Jy4Ile, 4eM JPyTrue UHTEUIEKTYalIbHbIE cepbl. CTEIeHb CHUKEHUS NHTEIIEKTA
HE KOPPEIUPYET € TSHKECTHIO COMAaTUYECKUX HAPYIIEHU. B € IMHUYHBIX ClTydasix
OMUCHIBAIOTCS MOPOKHU PA3BUTHUSA [IEHTPATBLHOW HEPBHOUN CUCTEMBI
(ruaporniedanus, CHHHHOMO3TOBBIEC TPBIXKHU), TPOMOO3MOOINYECKAE UHPAPKTHI
MO3Ta, BO3MOXKHO, CBSI3aHHBIE C TUIOIIIA3UE COCY/IOB.

[Topoku BHYTPEHHUX OPraHoB MpH cCuHApoMe HyHaH 1OCTaTo4HO XapaKTePHBI.
HaunboJsiee THMMYHBIMHA SIBIIAIOTCS CEPJIEYHO-COCYAUCTHIC AHOMAJIAN: KJIAITAHHBIMI
CTEHO3 JIerouyHou aptepuu (0koso 60% O0NBHBIX), TUTIEPTPOPUUECKast
kapauomuonarus (20-30%), CTpyKTypHbIE aHOMAJIMK MUATPATBLHOIO KJlalaHa,
ne(eKThl TpeACcepAHON NEePEropoaKH, TeTpaaa Paio; KoapKTalus aopThl
OMHUCAaHA TOJIBKO y OOJIbHBIX MY CKOI'O MOJIA.

Y TpeTu OOJIbHBIX PETUCTPUPYIOTCS TOPOKU MOYEBBIICTIUTEILHON CUCTEMBI
(rumnoruIa3us MoYeK, yIBOCHUE JIOXaHOK, THIPOHE(PPO3, MeraypeTep U ap.).



JloctarouHo yacto mpu cuaapome HyHan
OTMEUACTCS MOBBIIICHHAS KPOBOTOUHBOCTb,
OCOOCHHO IIPH OTIEPAaTUBHBIX BMEIIATEIHCTBAX B
POTOBOM MOJIOCTH M HOCOITOTKe. OOHAPYKUBAIOTCS
pa3InIHbIC 1e(EKThI KOATYISIUNA: HEA0CTaTOYHOCTD
TPOMOOITUTAPHON CHCTEMBI, CHIDKCHUE YPOBHS
(dhakTopoB cBepThIBaHUS, 0co0eHHO XI 1 XII,
YBEIIMYCHHUE TPOMOOIIIIACTHHOBOTO BPEMCH.
HNmerotcst cooO11ieHus 0 coueTannu cuaapoma HyHnan
C JJeMKeMHEN U pabIOMHOCAPKOMOM, UTO MOXKET
CBUJICTEILCTBOBATh O HEKOTOPOM ITOBBIIICHUH PHCKA
MaJIMTHU3AIUH Y 3TUX OOJIbHBIX.



Kpumepuu ouaznosza

Jlnarao3 «cuHaApoM HyHaH» cTaBUTCS Ha OCHOBAHUHU
KJIMHAYECKUX MPHU3HAKOB, B HEKOTOPBIX CIIYy4asiX JUArHO3
ITOJATBEPKIACTCS PE3yabTaTaMHi MOJIEKYJIIPHO-I€HETHYE CKOTO
UcclieqoBaHusA. Kpurepun 1MarHoCTUKHA CUHAPOMA BKJIKOYAKOT
HAJIMYKUE XapaKTEPHOTO Jinla (IIpyu HOPMAJIbHOM KapHOTHUIIC) B
COYETAHUU C OJTHUM U3 CIECAYIOLIUX MPU3HAKOB: MMATOJIOTUI
cep/ila, HU3KHUM POCT WIM KPUOTOPXHU3M (Y MaJIBYUKOB),
3aJIepKKa IOJIOBOro co3peBaHus (y 1eBoU€eK). 1 BhISBICHUS
CEPICYHO-COCYAUCTOM MATOJIOTUH HEOOXOAMMO IIPOBEICHUE
YIILTPA3BYKOBOT'O UCCIIEIOBAHUS CEP/INA C JUHAMUYECKUM
OIIPEACIIEHUEM PA3MEPOB IOJIOCTEN U CTEHKU KEITYIOUYKOB.
Bo3moxxkHa npeHaTalibHas JUarHOCTUKA 3a00I€BaHUS IIPH
IIOMOIIM YJIBTPA3BYKOBOTO MOHUTOPUHTA, MTO3BOJISIOIIETO
BBISIBUTH ITIOPOKU CEP/ILIA U AHOMAIIUU CTPOCHUS IIEH.
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Auddepernyuasran ouaznocmuxa

V aeBovek AU EPEHITNAABHBIIT AHATHO3 IIPOBOAUTCSA B IIEPBYIO OYEPEAD C
cHHApPOMOM TepHepa; yTOYHUTD AUATHO3 HO3BOAAET IIUTOI€HETHIECKOE

nccaeaoBanue. PeHoTuIImIecKre IpuU3Haku cuHApoma HyHnaw Bcrpegarorcs
IIpH PAAE APYTHX 3a00AeBaHUM: cmHAPpOMe Buabamca, curapome LEOPARD,
AyOoBuira, kapAnodaro-ko:kHoM cuHApoMe, Kopreann ae Aanre, KosHa,
Pyounrmreiina — Teiton u Ap. Tounas maeHTHUKAINA STHX 3200ACBAHNI
OYAET BO3MOKHA TOABKO IIPHU IIPOBEACHUH MOACKYASPHOICHETHICCKUX
HMCCACAOBAHHI KAKAOTO CHHAPOMA IIPU 3HAYNTEABPHOM KAIHUYECKOM
MaTEpPUAAE, YTO B HACTOSAIIIEE BPEMA AKTHUBHO Pa3BUBACTCH.

Denotunuyeckue IpusHaku cuHApoma HyHan BcTpegarorcs mpu paAe APYrux
3a00AeBaHHI: cnHAPpOoMe Buabsamca, cuaapome LEOPARD, Ay6osuma,
KapArnOodanno-kokHOoM cuHApoMe, Kopreann ae Aanre, Kosna, PyonaIrerina —
Terom u Ap. Tounas mACHTH(HUKAIIIA 9THX 3a00ACBAHII OYAET BO3MOKHA TOABKO
IIPHU IIPOBEACHUN MOAEKYASPHOTEHETHIECKIX MCCACAOBAHUN KAKAOTO CHHAPOMA
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[IpeacraBaeHHOE KIMMHNYECKOE HabnogeHmne
OEMOHCTPUPYET CITIOXHOCTH
anpdepeHumanbHO-ANarHoCTUYECKOro
noncka, HeobxoAMMOCTb MHTErPUPOBATb
OTAErNbHbIE MPU3HAKK B 00LWMKA PEHOTUMN TOro
NN NMHOTO NAaTONOrMYECKOro COCTOSIHUSA A5
LeneHanpasneHHOW CBOEBPEMEHHOM
OVNarHoCTUKKN OTAENbHbIX OPM
HacneacTBEHHbIX 3aboneBaHnin, BaXKHOCTb
MOJIEKYNSAPHO-TEHETUYECKNX METOAOB A1
YTOYHEHUA anarHosa. CBoeBpeMeHHad
OVarHocTuKa, YTOYHEeHMe reHesa Kaxxgoro
CUHAPOMA 0COBEHHO BaXKHbI, TaK Kak
NO3BOMSAOT HAUTU ONTUMarnbHbIV NOAX0A K
NIEYEHMNIO 3TUX COCTOSHUN, NPOdOUNAKTUKE
BO3MOXHbIX OCNOXXHEHMI (BMNOTb 40
NHBaNMOHoOCTK pebeHka); npeaynpexaeHunto
NOBTOPHOIO0 BO3HMKHOBEHUS
HacneacTBEHHbIX OOMIE3HEN B MOPAXKEHHbIX
ceMbsXx (MeanKo-reHeTuyecKkoe
KOHCYNbTUPOBaHMe).




biarojiapro 3a BHUMaHME!




