. AKYTCKUM MEANLIMHCKAN KYPHAT

1. OpraHusauus
CNy>0bl.

2. OpraHu3aums nevyeHvst 1 gucnaH-
cepvsauum:

- MHBanNuMAoB u y4actHukos BOB,

- N, NPUPaBHEHHBLIX K y4acTHUKaM
BOB,

- BAOB YYaCTHUKOB M YMepLUUX BeTe-
paHoB BOB,

- BETEPAHOB ThiNa,

- 3acny>KeHHbIx pabotHukos PP, PC(A),

repuaTpuyeckon

- AeaTenen Haykn u KynesTypbl,

- FOCY4apCTBEHHbIX CryXalluX.

3. OpraHunsaumus MeguumnHckoro obec-
neyeHns1 IOHOLLEN A0MPU3bIBHOMO U Npu-
3bIBHOIO BO3PacTOB.

Kpowme Toro, 6onbHuLa aBnsaercs opra-
HU3AUMOHHO-METOANYECKAM LIEHTPOM MO
BOMPOCaM OpraHu3aumn repuaTtpuyeckon
nomoLn, 6a3oBoVi opraHvM3aunen uayye-
HUS aKTyarnbHbIX BONMPOCoB repuatpum. Ne-
pvoaNYECKN MPOBOAATCS HAYYHO-NPaKTU-

Yeckue KoOHEePEHLIMKN, CEMUHApbI C yYac-
TMEM BeyLUMX yYeHbIX AKyTum n Poccun.

Uepes «AKYTCKUA MeOULMHCKUIN XKyp-
Han» nosgpasnsem Bcex pPaboTHMKOB
6onbHuubl Ne1 M3 PC(A) n eé Betepa-
HOB, HaxoOALUMXCHA Ha 3acCy>XeHHOM OT-
OblXe 1 NpOXuBaKWLWMX B AKyTUM nnn B
Apyrmx obnactax Hallew cTpaHbl, ¢ 75-
NETHUM OOUNEEM HaLLero yyYpexaeHus.
>Kenaem Kpenkoro 340poBbsi 1 YCNEXOB
BO BCEM.

OPUTMHATIBbHBIE NCCITEAOBAHUA

H.P Makcumosa, A.H.HorosuupbiHa, A.J1.CyxomsacoBa,
E.E.l'ypnHoBa, C.[1.Anekceesa

KNMMHUYECKWUE N MOJNEKYINAPHO-
FTEHETUYECKUE ACIEKTbI
HACNEACTBEHHOIO HAHU3MA

Y AKYTOB C MYTALUMEWN B FrEHE CUL7

Llenb nccnepnoBaHua. KnmHnyeckoe, MONeKynsipHO-reHeTU4Yeckoe n3y4yeHne HacneacTBeHHOro CUHAPOMA, XapaKTepuayoLle-
rocst HU3KMM POCTOM, ayTOCOMHO-PELECCMBHBIM TUMOM Hacre40BaHMs!, PAcnpOCTPAHEHHOTO B SIKYTCKOW MOMNyNsAUmm.

MaTtepuanbl u meToabl. Matepranom Anst KNMHUYECKOTo NCCNeaoBaHns NOCNY>XUNN AaHHble 43 reHeTUYeCcknX KapT 6OMbHbIX
HU3KOro pocTa C ayTOCOMHO-PELECCUBHBIM HAaCNeACTBEHHBIM CUHOPOMOM, C NTULEBbLIMU AM3MOPMUSAMU U HOPMATTbHbIM UHTEMMEK-
TOM 6€e3 IHAOKPUHONMOrMYECKUX HapyLleHuin. [na monekynsapHo-reHeTM4eckoro aHanusa mcnons3oaHbl JHK atux 43 60nbHbIX
n 39 ux poAaCTBEHHUKOB U3 37 HEPOACTBEHHbIX ceMel. NpYMEHEHbI KIMHMUKO-reHeanormyecknii, MonekynspHoO-reHeTUYeCKni
CTaTUCTUYECKUIA METOAbl UCCNIEA0BAHNS.

Pesynbrathl. [IpoBegeHO KMMHUYECKOE, MONEKYNSIPHO-TEHETUYECKOE N3YYEeHNE HAacNeACTBEHHOMO HaHU3Ma, Nomny4YMBLLIErO Ha-
nbonbliee pacnpocTpaHeHWe cpean KOPEeHHOro HaceneHus Akytun. B pesynbrate npoBeAeHHOro MOMNeKynApHO-reHETUYECKOro
uccnenoanns y 43 6omnbHbIX 1 39 MX POACTBEHHUKOB M3 37 cemel SKYTCKOM HauMOHAaNbHOCTM C HacrneACTBEHHbIM HaHU3MOM
YyCTaHOBMEHA MONEKYNAPHO-TeHeETUYEeCcKas NpuynHa - naeHTuduunupoBaHa HoHceHe-myTauns 4582insT B reHe CUL7, OTBETCTBEH-
HOM 3a pa3BuTMe peakoro B mupe 3-M cuHgpoma. KnuHuuyeckne gaHHble MoKasbiBalT, YTO Ans 60nbHbIX ¢ 3-M cMHOPOMOM
SIKYTCKOW HaLMOHANbHOCTM XapaKkTepHbl TE e NPU3HaKW, YTO 1 AN OMUCAHHbIX paHee B NuTepaTtype KIMHUYECKMX cryyaes 3-M
cvHApOMa B ApYrvMx Nonynsiumsax mMupa, 3a UCKII0YEHWEM OMMCAHHOIO HaMu OUCTPECC-CMHAPOMA B Nepuoge HOBOPOXAEHHOCTH
MOYTU Y MOMNOBUHLI BOMbHLIX. AKyTCKMe 6onbHble ¢ 3-M cMHAPOMOM MMenu TUNWYHBIN eHoTUM, HO 6e3 xapakTepHbix ans 3-M
CVMHOPOMa PEHTIEHONOMMYECKUX NPU3HAKOB (TOHKME ANNHHbIE TPybYaTble KOCcTu 1 pebpa Habnoganuch ToNbKO Y OAHOTO, BbICOKUE
NO3BOHKU - Yy 4 GOMbHBIX).

KntouyeBble cnoBa: HaHu3M, 3-M cuHapoMm, skyTel, myTauus, CUL?Y.

For the first time the clinical and molecular-genetical investigation of 43 patients and 39 their relatives from 37 unrelated Yakut
families with hereditary autosomal recessive nanism in Republic Sakha (Yakutia) were performed. The novel nonsense - mutation
4582insT in gene CUL7 causing rare in the world 3-M syndrome was identified. The Yakut patients with 3-M syndrome had a typi-
cal phenotype, but without typical radiological features (slender tubular bones and edges were ob-served only at one, tall vertebral

bodies at 4 patients).

BBepgeHue
HaHuam (OT rpey. nanos — kaprnuk)
- 3aboneBaHns C MaToONOrM4eckn HU3-

MAKCUMOBA Hapexpa PomaHoBHa -
K.M.H., Bpa4y-reHeTUK nepBoV KBanud. kare-
ropun, HadanbHuk otgena HAHLL CO PAMH;
HOINoBULbIHA AHHa HukonaeBHa - K.M.H.,
Bpay-rTeHeTMK BbICLLEN KBanud. KaTeropuu
MI'K PB Ne1-HLM, oTnnyHuK 3gpaBooxpaHe-
Hust PC(A), naypeat locymapcTtBeHHoOW npe-
vun PC(A) B obnactu Hayku un TexHuku; CY-
XOMSACOBA AwntanuHa Jlyku4yHa — K.M.H.,
Bpay-TeHeTMK MepBON KBanud. Kateropuu,
3aB. MK Pb Ne1-HLIM; TYPUHOBA Enusa-
BeTa EropoBHa - Bpay-reHetnk MK PB Ne1-
HUM; AJIEKCEEBA CsetnaHa [leTpoBHa
- Bpay-reHeTuK BbiCLUEelN KBanud. kaTeropuu
MIK PB Ne1-HLIM.

KAM pOCTOM uYeroBeka (AN MYXKYMH
Hwke 130 cm, Ona XeHwuH Hwxke 120
cM), obycroBrneHHble 0ObIYHO Mopaxe-
HMEM >Xené3 BHYTPEHHEW cekpeuun unm
HacnencTBeHHbIMU MpuunHamu. Cpegm
HacrneacTBEHHbIX MPUYUH HAHM3Ma MOX-
HO BblAENUTb 2 rpynnbl: XPOMOCOMHbIE
3aboneBaHus C 3aJepPXKON pocTa U Mo-
HoreHHble. HacnencTBeHHbIx 3abonesa-
HWA C HU3KUM POCTOM Hac4uTbIBaeTCH
6onee 600 B Okcdopackor 6ase gaHHbIX
(Oxford Medical Database) n 6onee 760
B MexayHapoaHon 6ase paHHbix Mak-
kbtocuka (MIM). B HacToslwee Bpems
HalgeHbl reHbl 6onee 50 HacnencTBeH-
HbIX OMCNna3vuii ckeneta M CUHAPOMOB,
NPUBOASLINX K HWU3KOMY pocTy [6, 12].

OpHako 3HOOKPUHHOHEOOYCNOBMNEHHbIX
ayTOCOMHO-PELIECCUBHbBIX HACNEeLCTBEH-
HbIX CMHOPOMOB C HU3KUM pocTom 6e3
3aepPKKM YMCTBEHHOIO pa3BUTUS Hacuu-
TbiBAeTCH He TaK YK MHoro. Cpeam Hux:
meTacusapHasa xoHapoguctpodus Mak-
kbtocrka (MIM 250250) [11], GonesHb
JlapoHa (MIM 245590)[6], HaH13M Mio-
nnbpes (MIM 253250 )[3], cuHgpom Pac-
cena-Cunbepa (MIM 180860)[6], a Tak-
xe pegkui 3-M cuHgpom (MIM 273750).

3-M cuHapom — peagkoe ayTOCOMHO-
peueccuBHoe 3abonesaHue, Ha3BaH-
HOE B YecTb MepBbIx OYKB TPeX aBTOPOB
(Miller, McKusick, Malvaux), BnepBble
onucaswmx ero B 1975 r. [9], xapakTe-
pusytoLLeecst NMUEBbIMU AU3MOPHUSMU,



npe- 1 nocTHaTanbHOW runonnasmen u
PEHTIEHONOMMYECKUMUN U3MEHEHUSAMUN B
KOCTSIX (TOHKME ANMWHHBbIE KOCTU U OJUH-
Hble MO3BOHKM). B MupoBon nutepartype
onucaHo Bcero okono 50 KnMHuYeckmx
cry4yaeB 3TOro peakoro 3aboneBaHusi B
pasnnyHbIX NOMyNAUMAX Mupa, 4vacTo-
Ta reHa HeuseecTHa [4, 7-9, 10, 13-15].
len CUL7 (KynnuH7), Bbi3blBAKOLNIA 3TO
3aboneBaHue, ObIN KapTUPOBaH N UOEH-
TUPUUNPOBAH CPABHUTENBbHO HeaaBHO
rpynmnon y4eHbIX M3 HECKOMbKMX CTpaH
Mupa [5]. OnucaHo 25 pasnmyHbIX MyTa-
uuii B reHe CUL7 y 6onbHbIX 13 29 cemen
13 pasnu4yHbIx cTpaH mupa (TyHuc, Mo-
pokko, ®paHuus, Amkup, Cupus, MNopy-
ranus, lepmanuns, LWpu-Tlanka, Typuws,
lepmanus, Asctpus, Utanusa, CypuHam,
WHans v Bpasunus) [5] pasHon aTHuYec-
KOV MPUHAANEXHOCTH.

MaTonornyeckyn HU3KUIA POCT ABNSET-
Cs1 O[IHOW M3 YacTbIX MPUYNH obpaLLeHns
B3POCHbIX U AeTeN B MEAUKO-reHeTnYec-
Kyto kKoHcynetauuto (MIK) PB Ne1-Hauwm-
OHamnbHOrO LeHTpa MeanumnHbl MuHagpa-
Ba PC(A) [2]. B N'eHeTnyeckom pernctpe
HacneacTBEHHOW 1 BPOXAEHHOW NaTorno-
rum Pecnybnukm Caxa(AkyTns) HacumTbI-
BaeTcs 6onee 220 60mbHbIX C Pa3nnYHbI-
MW HacneacTBEHHbIMY Y XPOMOCOMHbLIMU
dopMamMn  HMU3KOPOCMOCTU: axoHApPOn-
nasusi, TMNOXoHApPONMasns, CUHOPOM
Aapckora, HeCOBEPLLEHHbI OCTEOrEHE3,
avacTtpodumyeckas avucnnasus, CUHOPOM
Bunbamca-bypeHa, metadwmsapHbii gu-
3octo3 lmupa, cnoHgunoanudgusapHas
avcnnasus, cuHgpom briyma, cvHopom
LLlepeliesckoro-TepHepa, cuHgpom Hy-
HaH 1 gpyrve. OOHaKO OOHUM U3 YacTbIX
3aboneBaHuin C HA3KMM POCTOM Y SIKYTOB
SABMNSIETCS HACNEOCTBEHHbI  CUHAPOM
C ayTOCOMHO-PELIECCUMBHBLIM TUMOM Ha-
cnepoBaHUsA € NpeHaTtanbHOM U NOCTHa-
TanbHOW runonnasven, nuueBbiMU On3-
Mopduamu, rngpouedansHon ronoBown,
LUMPOKOW TPYOHOW KINETKOW, MbILLEYHOW
rMNOTOHWEW, TMNEeprnopao3oM, GonbLNM
KMBOTOM, OpaxuaakTunuen, BbiCcTynato-
LWMMKN NATKaMW M HOPManbHbIM WHTEN-
nekToM 6e3 9HOAOKPUHHBIX HapyLLEHWNA.

Llensto gaHHoro nccnegoBaHus 6bino
KINMHUYEecKoe, MOSEKYNsipHO-reHeTn4ec-
KOe u3dyyeHne HacneaCTBEHHOro CUHA-
poMa C HWU3KMM POCTOM C ayTOCOMHO-
peLeccuBHbIM  TUMOM  HacrneLoBaHuWs,
pacnpoCcTpaHeHHOro B AKYTCKON Nonyns-
uun.

Martepuanbl u meToabl

MaTtepuanom Ans KNMHUYECKOro uc-
cnefoBaHUsl  MOCNYXWMNW - AaHHble 43
rEHETUYECKMX KapT OOMbHbIX HU3KOrO

pocTta C ayTOCOMHO-PELIECCUBHBIM Ha-
CneacTBEHHbIM  CMHAPOMOM, C  nuue-
BbIMU  AU3MOPUAMU U HOPMambHbIM
MHTEennekTom 6e3 3HAOKPUHONornyec-
KMX HapyLUeHWIN, KOHCYNETUPOBAHHLIX C
1990 r. no Hactosiwee Bpema B MIK
PBNe1 - HUM PC(A) n yuTeHHbIx B Pec-
ny6rnmMKaHCKOM TFeHeTUYEeCcKoM perncrpe
HacneacTBEHHOW U BPOXAEHHOM NaToso-
rum Pecny6bnukm Caxa(Akytus), doTorpa-
duUM NauneHToB M PeHTreHonormyeckne
CHUMKM KOCTen. [ins MonekynsipHo-reHe-
TMYeCcKOoro aHanmaa mcnonb3oBaHbl JHK
aTux 43 6omnbHbIX U 39 NX poaCTBEHHU-
KoB 13 37 HepoacTBeHHbIX cemen. [AHK
B35iTa C NMCbMEHHOIO cornacus 6onbHbIX
M X poacTBeHHuUkoB. Boigenenne OHK
13 NenKoLmnToB nepmudepnyeckon Kposu
npoBOAMMM MO CTaHAapPTHOW MeToamke
HeaH3umaTu4eckum metogom [1].
MonekynsipHo-reHeTu4eckas ava-
rHoctnka myTaumm 4582 insT B reHe
CUL7 npoBogunacb MeTOAOM MonvMme-
pasHon uenHon peakuun (MUP) c opu-
rmHanbHbeIMU onuronpaviMmepamm (F — 5°-
AGCAAAAGGATATACCAGGAG - 3" n
R-5-TCCGTCTCTTCTCCAAGTTC-3Y)
C MPUMEHEHMEM aHanusa nonnmopgus-
Ma ONWH PEeCTPUKUMOHHBIX hparMeHToB
(NAP®) c ncnonb3oBaHWeM 3HAOHYKIea-
3bl Hinfl (Toyobo) n nocnenytowen susy-
anvsauuen B 2%-HOM arapo3HOM rene.

Pe3ynbraTbl 1 o6cyxaeHue

B xope aHanusa reHeTuyeckux kapT
43 GonbHbIX C 3adepxkon pocta n3 37
HEPOACTBEHHbIX CEMEN BbISIBIEHO: BCE
6onbHblE — KOPEHHOW HauMoHanbHOCTU
(90% - akyTbl, 10% - 9BEHbLI U 3BEHKN OT
cMellaHHbIX 6pakoB). M3 Hux 25 (58%)
- xeHckoro, 18 (42%) - myxxckoro nona.
Bospact 6onbHbIx — oT 0 fo 45 net. PocT
BCEX poauTenen CpedHui, B KPOBHOM
POACTBE HE COCTOSAT.

BepemeHHOCTb Mpu gaHHOW naTtomno-
rn npoTekana B OCHOBHOM rragko, B 6
(15%) cny4yasx oTme4vancst TOKCUKO3, B 4
(10%) — rectos, B 4 (10%) - yrposa npe-
pbiBaHuss 6epemeHHocTn. Y 8 (20,5%)
XEHLMH B aHamHe3e Oblnn CNOHTaH-
Hble BblkMAbIWK. CpoK recrtaumu npu
GepemeHHoOCTU BapbupoBan ot 35 go
42 Hepenb (B cpegHem 37 Hepenb); B
87% cnyyaeB poabl NPOM3OLLININ B CPOK.
B GomnblmnHCcTBE CcryyaeB poabl Gbinu
dusmonornyeckme, 3a UCKNYeHnem 6
(15%) cnyyaeB onepaTtuBHbIX pPodoB. Y
18 peten (41,9%) Bbina acdukcms B po-
Aax n 11(25,6%) HOBOPOXAEHHLIM MoHa-
[o6unMcb peaHMMaLMOHHbIE Meponpus-
VS B poaunbHoMm 3ane. B 5 cembsax getu
CO CXOXUMW  KITMHUYECKMMU NPOSBIEHN-
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aMu, 6e3 BUOUMBIX MOPOKOB pPa3BUTUSA,
ymeprnu cpasy xe nocne poxaeHus. MNpu
poXxaeHun pocT n macca Tena 42 (97%)
naumMeHToB ObINn HU3KMMK A58 recTaum-
OHHOro Bo3pacTa (cpeaHun pocTt — 42 cwm,
macca - 2,330 kr). CpegHee cTaHgapTHOe
OTKIMOHEHWE OJIMHbI Terna npu poXxaeHum
6bino -6,2, Bapbupysi o1 -12,2 no -1,8. B
TEeYeHUe BCeW XWU3HWN cpefHee 3HadYeHne
CUrMarnbHOro OTKMOHEHWUs1 ANuHbI Tena
Bapbupyet oT -4, 23 go -6,57. K 18 ro-
[am n cTaplue pocT 6onbHbIX gocTuran
133 — 138 cM. OKpy>XHOCTb ronoBbI MpK
poxaeHun 6bina 36,3 cm (Bapbupys OT
32 po 37 cm), onpepensolascs Kak
Makpouedanmsa no OTHOLIEHWU K Tyro-
BMLLY M HU3KOMY pocTy. MoTopHoe pas-
BUTWE OETEN B OCHOBHOM MpOTeKano no
BO3pacTy, uHorga ¢ HebonblIMM OTCTa-
BaHVWeM, B (OU3M4ECKOM pas3BUTUM OETU
OoTCTaBanu C MEepBbIX MECHALEB >XU3HMW.
VHTennekTyansHoe pas3ButMe COOTBETC-
TBOBAaro BO3pacTy.

KnuHnyeckne nposiBneHus OGOMbHbIX
C HacneacTBEHHbIM HaHW3MOM MO BO3-
pacTHbIM KaTeropusiM npeacTaBleHbl B
Tabnuue n Ha pucyHke. Y Bcex BOMbHbIX
(100%) 6bIn HU3KMIA POCT C OTHOCUTENb-
HO GonbLLUON ronoBon ruapouedansHON
dopwmbl (81,4%), 0cOBEHHO BbIpaXXEHHOM
B paHHeM OeTcKoM nepuoge. Takue npu-
3HaKW, Kak KOpOTKas 1 LUMpOKas rpyaHas
KneTka, GpaxuaakTunusi, MUKpOMEnusi
KACTEW M CTOM, BbICTynawlimMe nsTKy,
BCTpeyanucb y Bcex 6onbHbix (100%).
95% OBonbHbIX UMEnM xapakTepHoe
nvuo, BKMovawllee B cebss Tpeyrosb-
HbIi OBar, LWMPOKWIA 106, rMnonnasuio
CKYyNoBbIX KOCTEW, 3anasllee MepeHo-
Cb€, MSCUCTLIN HOC, OSfIMHHbLIN UNLTP,
nornHble rybbl, BbiCTynawLwmn nogbopo-
OOK 1 WKpokyto wweto. MapouedansHas
chopma ronosebl, LWMPOKUE rycTble BpoBM,
AedopmMauns rpyanHbl (KunesngHasa unm
BOPOHKOOOpa3Hasi), MOSICHWUYHbLIA  Nop-
003, MbllleYHas TUMOTOHWS, TUnepmo-
OGUNBHOCTb MENKUX N KPYMHbLIX CYyCTaBOB
BCTpeYanucb ¢ YactoTon oT 65 Ao 86%.
[pyrne knuHu4eckne npusHakM SABNS-
NNCb HauMeHee NaTOrHOMOHWYHBIMY ONS
[aHHOro cvHApOMa, U YacToTa MX Bapb-
upoBarna B 3aBMCMMOCTM OT BoO3pacrTa.
Hanpumep, 60nbLLON XMBOT BCTpeYaeT-
Csl y Bcex AeTel B BO3pacTe TOMbKO [0
5 ner.

B nonoBom pasBuTUM NaumeHTbl He
OTCTaloT OT CBEPCTHMKOB. MeHcTpyaumm
y [AEBOYEK HayuHalTCa B CpedHem B
12-13 nert, npn ynsTpasBykoBOM MCCrie-
[OBaHMN pas3Mepbl MaTku U SIUMYHUKOB
COOTBETCTBYIOT BO3pacTy W pa3mepam
Tena. /3 HabnogaemMbix 60MbHbIX Y ABYX



. AKYTCKNA MEOVLIMHCKA YKYPHAT

Kiaunnyeckue 0co0eHHOCTH NPH MEPBHYHOM 0CMOTpe 43 NaleHTOB
SIKYTCKOW HAUMOHAJBHOCTH ¢ 3-M cuHApOMOM

Kinnnueckuii npusnax

Yacrora npuszHaka (% ¥ KOJIMYECTBO MAIMCHTOB)

BospacT mpu IepBOM 0CMOTpE

0-5mer | 6-10mer | 11-15jet |>=161eT| Bcero
KosnnyecTBo nanueHToB 25 8 5 5 43
Tonosa u auyo % (kon-60)
T'mapouedansHas hopma 100 (25) | 87,5(7) | 60,0 (3) 0 81,4 (35)
XapakTepHoe U0 (TPeyroib-
HOE JIMIIO, TUIIOIIA3HSI CKYJIO-
BBIX KOCTEHl, IMUPOKHIA, BBICTY-
naromui 106, 3anasmiee nepe- | 96,0 (24) | 87,7(7) 100 (5) 100(5) | 95,3 (41)
HOCBE, MICHUCTBIN HOC, JIJTHH-
HBIIl QUIBTP, ONHBIE T'YObI,
BEICTYIAIOIIUI TOTO0POIOK)
uneprenopusm 36.0(9) | 50.,0(4) | 20,0(1) 100 (5) | 44.1(19)
DIMKaHT 56,0 (14) | 12,5(1) | 40,0(2) 0 39.9 (17)
I1Inupokue u rycruie OpoBu 72,0 (18) | 50,0 (4) 80,0 (4) | 40,0 (2) | 65,1 (28)
Jlucriasus yiei 40,0 (1D | 25,0 (4) 100 (5) 0 46.,5(20)
Teno % (xon-60)
Iupoxas 1res 92,0 (23) | 100 (8) 100 (5) 100 (5) | 95.3 (41)
Eﬁgf}g‘a" 1 IHPOKAA TPYRHAT | 100 (25) | 100 (8) | 100(5) | 100 (5) | 100 (43)
Jledopmartusi rpyrHbI 96,0 (24) | 37,5(3) | 60,0 (3) 0 69.8 (30)
[TosiCHUYHBIN THIEPIOPAO3 100 (25) | 87.,5(7) 100 (5) 0 86,0 (37)
MpliiieyHast THIIOTOHMS 100 (25) | 87.5(7) 100 (5) 0 86,0 (37)
Bpaxugakrumms 100 (25) 100 (8) 100 (5) 100 (5) 100 (43)
MuKpOMeNHs KHCTEN M CTOII 100 (25) 100 (8) 100 (5) 100 (5) 100 (43)
UeThIpexmaiblieBast CKJIaiKa 56 (14) 75,0 (6) | 40,0 (2) 0 51,2 (22)
CuHaakTHIMs 5 nayipla 12,0 (3) 0 20,0 (1) 0 9,3 (4)
Boutb1110ii )KUBOT 100 (25) 0 0 0 58,1 (25)
BeicTynarolnme msaTKu 100 (25) 100(8) 100 (5) 100 (5) 100 (43)
Bposk1eHHBII OPOK cep/lia 16,0 (4) 0 0 0 9,3 (4)
['enmaromerasus 20,0 (5) 0 0 0 11,6 (5)
[InockocTonue 36,009) | 37,5(3) | 20,0(1) 0 30,2 (13)
Koncmumyyus % (xo1-60)
Huskwuii poct 100 (25) | 100 (8) 100 (5) 100 (5) 100 (43)
[TocTHaTagbHAs THIIOILIA3MS 100 (25) 100 (8) 100 (5) 100 (5) 100 (43)
Penmezenonocuueckue ocooennocmu_% (x01-60)
Ckonro3 4,0 (1) 37,5@3) | 60,0(3) 0 16,3 (7)
ToHKkHe TpyOUaThIC KOCTH, 0 0 20,0 (1) 0 23 (1)
pebpa > >
ACIIUPEHHBIC MeTa(HU3EI 8.0(2) 12,5() [ 60,0(3) 100 (5) [ 25,6 (1)
BICOKHE TIO3BOHKH M CHILKCH-
HBII nepenne-3aauuii tuamerp | 8,0 (2) 0 40,0 (2) 0 9,3 (4)
B IOSCHUYHOM PETUOHE
3aKpbITasi CHHHHOMO3TOBast
rpbIXKa B IPYJONOSCHUYHOM 8,0(2) 12,5(1) | 60,03) | 60,0(3) | 20,9 (9)
orIene
COOTBETCTBUE KOCTHOTO BO3-
pAacTa MacrnopTHOMY 0 125(1) | 60,0(3) 0 9.3 (4

XKEHLUMH HacTynana GepemeHHOCTb (Y
OfHOW - nMpepBaHa Mo couunanbHbIM Mo-
kaszaHuam B 20 Hegenb, BTOpas - poau-
na pebeHka ¢ HopMmarbHbIM POCTOM), Y
OOHOrO MY>KYMHBI UMEETCSI CEMbSI U pe-
©6eHOK ¢ HopmanbHbIM pocToMm. Jlabopa-
TOPHbIE UWCCMeAOBaHUS MUHeparnbHOro
obmeHa, ropMOHOB - B Npefenax Bospac-
THbIX HOpM. [lpy pEeHTreHonorn4eckom
nccrnefoBaHUM KOCTHBIN BO3pacT crierka
OTCTaeT B paHHEM [EeTCKOM BO3pacTe
(ot 0 po 5 nert) u 3atem nocrie 10 net
- COOTBETCTBYET MacrnopTHOMY BO3pacTy,
nocne 16 net - onepexaet. Mo AaHHbIM
PEHTIEHONOrMYecko  KapTuHbl  Obinu
onucaHbl paclMpeHHble MeTaduabl Y
11 6onbHbIX (25,6%), TOHKME TpybyaTbie
koctn y 1 (2,3%), BbICOKME MO3BOHKM U
CHWXEHHbIN nepegHe-3agHUA AnameTp
B rpygonosicHmyHoMm otaerne y 4 (9,3%),
3aKpbiTasi CNMHHOMO3roBasi rpbika y 9
60nbHbIX (20, 9%).

[eTn nocTynatoT B LLKOIY C Ono3aaHu-
€M Ha OOWH roA 13-3a 3a4epXKu pocTa,
yyatcs B 00weobpas3oBaTenbHONM LUKO-
ne. YcneBaemoCTb MO BCEM LUKOMbHbLIM
npegmeTam cpefHsisi. lNocne okoH4YaHus
LWIKOMbl [BOE MOCTYNWUnu B cpefHecne-
unanbHoe 3aBefdeHue u paboTalT Mo
CBOEN crneuunanbHOCTU, ABOe - yyaTtcs B
BbICLLEM y4eOHOM 3aBeeHuM.

BonbHble C O4eHb HWU3KUM POCTOM
UCMbITbIBAIOT GomnbLUne TPYAHOCTM B CO-
LuuanbHON aganTtaumu, He MOryT BbINor-
HATb U3NYECKYO paboTy.

Tak Kak KnMHUYeckue npuaHakvi AaH-
Horo 3aboneBaHns y SIKyTOB BbINM CXOXM
C KINMHWKOW pepakoro B mupe 3abonesa-
Hus 3-M cuHOpom, Hamu Gbino peLleHo
NPOBECTU  MOIEKYNAPHO-TEHETUYECKME
UCCrefoBaHNst MO BbISIBEHWIO More-
KYNSIPHO-FEHETUYECKON  MPUYUHBI  Ha-

KnuHuyeckne nposinenns 3-M cuHgpoma y
SAKYTCKMX GOMbHbIX B pasnunyHble BO3pacTHble
nepuofbl xun3Hn. A: HoBopoxaeHHbIn ¢ 3-M
cuHgpomoM. O6palyaet Ha cebsi BHUMaHue
rmgpouedansHas ¢opMa rofnoBbl, OTHOCU-
TENbHO KOPOTKOE TYNOBMLLE, KOpPOTKas Lues,
KOpOTKas v wMpokas rpyaHas KneTka, yBenu-
YeHHbIN XMBOT, BbICTynawowme natkv. b: [e-
Boyka 5 net ¢ 3-M CMHOPOMOM: HU3KUIA POCT,
KOpOTKas Lesl, KopoTKas rpyaHas knetka, yBe-
TINYEHHbIN XXMBOT, MMKPOMESNNSI KUCTEN U CTOM,
MOSICHUYHBIA  TMNepropaos,  BbiCTynaroLme
natkn. C: Myxuuna (39 net) ¢ 3-M cuHgpo-
MOM: HU3KMIA POCT, KOpOTKasi Lesi, KopoTKas u
LUMpOKas rpyaHas knetka, AedopMmnpoBaHHas
rpyaviHa, MUKpOMENWs KUCTEN 1 cTon



CNeaCcTBEHHOrO CUMHApPOMA B SKYTCKOM
nonynauun. B pesynsrate npoBegeHHbIX
MOIEKYNSIPHO-TEHETUYECKNX UCCNEAOBaA-
HU HamK1 BbiNa naeHTUPULMPOBaHa HO-
Bas myTauusi 4582 insT B reHe CUL7, ko-
TOpbIV GblN HegaBHO onpeaeneH Kak reH,
BbI3biBaowmn 3-M cuHapom B Apyrux
nonynauusax mupa [5]. 3ta mytaums Ha-
XOAMTCA B 25 3K30HE M MpUBOAUT K CTON
- kogoHy B no3uummn Q1553X. beino ycra-
HOBIEHO, YTO Yy BCcex 43 06cnenoBaHHbIX
OonbHbIX MyTauus 4582insT HaxoguTtcs
B FOMO3WUIOTHOM COCTOSIHMU, @ Y UX poau-
Tenew - B reTepo3nUroTHOM.

BbiBogbl
MpoBegeHo  kNMHW4Yeckoe,  More-
KyNsIPHO-TEHETUYECKOE  U3y4YeHue Ha-

CNeaCcTBEHHOrO HaHM3Ma, MOoMy4YMBLLErO
Hanborbluee pacnpoCcTpaHeHVe cpeau
KOpEHHOro Hacenexwus Axkytun. B pe-
3ynbTate NPOBEAEHHOr0  MOMeEeKynsp-
HO-TeHEeTUYECKOro uccriefoBaHust y 43
6onbHbIX U 39 Nx poacTBeHHUKOB u3 37
ceMel SIKyTCKOW HaLMOHanbHOCTU C Ha-
CNEeACTBEHHbIM HAHU3MOM YCTaHOBIIEHA
MOIEKynsipHO-TeHeTUYecKass npuyunHa -
naeHTMUUMpOBaHa HOHCEeHC-MyTauums
4582insT B reHe CUL7, oTBETCTBEHHOM
3a pas3BuTMe peakoro B mupe 3-M cuHa-
poma. KnvHuyeckne gaHHble MokasbiBa-
10T, 4TO Anst 60nbHbIX ¢ 3-M cMHOpOMOM
SIKYTCKOW HaLMOHaNbHOCTU XapaKTepHbI
Te e MpU3HaKK, YTO U AN ONMCaHHbIX
paHee B nuTeparype KIMHUYECKMX Criyya-
eB 3-M cuHgpoma B Apyrux nonynaumax
mupa [4, 7-10, 13-15], 3a ncknoyeHnem
OMUCAHHOTO HaMW AUCTPEeCcCCUHApPOMA
B Mepuoae HOBOPOXAEHHOCTU MOYTU Y
NonoBuHbl 60rMbHbIX. [1aTOrHOMOHWYHbIE
AN OaHHOro CUHApOMa PEeHTreHosoru-
YeckMe MpU3HaKNM He XapakTepHbl Ans
AKYTCKMX BGOnbHbIX (paclUMpeHHble Me-
Taunabl, TOHKME TpybyaTbie KOCTW, Bbl-
COKME MO3BOHKU 1N CHUXXEHHbIN nepegHe

- 3aQHWI OMaMeTp B rPyAONOSCHUYHOM
oTaene), Y4To MOXeT ObiTb CBA3aHO C
0COBEHHOCTSIMU KITMHWUKLA UM C HU3KOW
0CBEOOMIEHHOCTbLIO  Bpayei-peHTreHo-
JIOroB B OTHOLLIEHWW AaHHOW NaToNOrnu.

Takum obpasom, BnepBble HaaeHHasa
HoBas myTauus B reHe CUL7 y BonbHbIX C
3-M cuHOpPOMOM B SIKYTCKOM MONynsAumu,
OTNNYHAsS OT OMMCAaHHbIX paHee, Mo3BO-
nvna BbICTaBUTb TOYHbIA AnarHod 43
naumMeHTam KOPEHHOW HaLMOHaNbHOCTU
B Pecnybnuke Caxa (fAkyTtus), npoec-
™M guddepeHLmanbHy0  OUarHOCTUKY
C Apyrumm copmamu HaHu3Mma, paspa-
6oTaTb GbICTPbIN, TOYHBIA U OOCTYMHbIN
cnoco6 [HK-guarHoctukm aToro 3abo-
neBaHWs C Lenblo JarnbHenLero npose-
neHunsa npeHatanbHon OHK-gnarHoctmkm
3-M cvHopoma B OTAMOLLEHHBIX CEMbSIX.
BbIsiCHEHNe MPUYMH BbICOKOTO Hakomse-
HUSA PEOKOro B MWPE HacnencTBEHHOro
3-M cvHgpoma cpefmn KOpeHHOro Hace-
nenusa Pecnybnukn Caxa (AkyTms) Tpe-
OyeT AanbHeNnLWero n3y4yeHus.
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