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Cunapom lllepemeBckoro — Tepuepa
Camas pacripocTpaHeHHasi XpOMOCOMHAsl aHOMaJIUs Y KECHIH,
o0yCIIOBJIEHA YAaCTUYHON WM TOJIHOM MOHOcOMHUEH X-Xpomo-

COMBI.

MUIeMHOJIOT U
DTO penKas TeHeTUYeCKas MaToJOTUsl C YaCTOTOM BCTpeUaeMo-

ctu okoso 1:2 000—1:2 500 HoBOpOXKI€HHBIX J1eBOYEK [1, 2].

HUcropus

CuHIpOM OmMCaH MHOTO JIET Ha3aJ Pa3HbIMU HCCIIEIOBATEINS-
mu. B 1938 rony Henry H. Terner onucai cemb K€HILUH, UMEBIINX
HU3KHUI pOCT, TMIIOTOHAU3M, KPbUIOBUIHBIE CKJIA/IKH 1IEU U BaJlb-
TYCHYIO Ae(opMaIuio JOKTEBHIX cycTaBoB. C TeX MOp CHHIPOM
U3BECTEH B 3apyOeXHOM JuTeparype kak cuHiapoMm TepHepa. On-
HAKO HAMHOTO paHblie — B 1925 rogy — oTe4ecTBEHHBIN YHAOKPH-
Hojor npodeccop H.A. IllepemeBckuii npuBen Hanboiee MogHoe
KJIMHUYECKOE omucaHue cuHapoma. Omnmcan ciaydail 25-nmeTHeit
KEHILMHBI ¢ HU3KUM pocTtoM (132 cMm), mepBUYHON aMeHOpeeH,
OTCYTCTBHEM BTOPUYHBIX MOJIOBBIX NMPU3HAKOB U TAKUMH (PEHOTH-
MUYECKUMHU O0COOCHHOCTSMH, KaK KPbUIOBHJIHBIC CKJIAJIKHU Ha IIee,
«rOTHYECKOe» HEOO, MUKPOTHATHsI, HU3KUH pPOCT BOJOC Ha 3a-
TBUJIKE, 00YKOOOpa3Has rpy/aHas KJIeTKa U TUIEPTEIOPU3M COCKOB.
B cBa3u ¢ stum B Poccuiickoit denepanuu CUHAPOM HOCUT Ha-

3Banue «cuHapoM llepemesckoro — Tepuepa» (CILT). ITo3xe, B
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1938 romy, cxoxuil KIMHMYECKMH ciaydyall ommcan Takxke Otto
Ullrich, a B 1959 romy Charles Ford ommcan criektp XxpomMocom-
Hbix anomanuit npu CLUT [3]. B HacTosiuit MOMEHT TOJIBKO OJIUH
reH, red SHOX, yOequTenbHO CBsI3aH ¢ HEKOTOPHIMU (DeHOTHITHYE-
ckumu npusHakamu CLLT [4]. I'enetnueckast mpupoga oCTaabHBIX
CTUTM HE yCTaHOBJIEHA. TaK, HEIOCTAaTOUHO U3Yy4YEH BOIPOC Pa3BU-
THS B COCTaBE CHUHApPOMA T'MIEProHaI0TPOIHOIO TMIIOTOHAIU3Ma,
MaTOreHe3 Pa3BUTHSI CaXapHOTO aAuadeTa 2 TUIMa, BPOXKIACHHBIX IMO-

POKOB cepjla u Jip.

Kiannuveckas kapTuna

CriexTp KIMHUYECKHX MPOSIBICHUH IHUPOK U 00BEINHSET B cede
Ps1 MOPOKOB Pa3BUTHSL U M1aTOJIOTUIl BHYTPEHHUX OpraHOB, pa3BU-
BaIOIIUXCS BCIIEICTBUE XPOMOCOMHEBIX abepparwii [5].

Haubonee spKkuMH KIMHHUYECKUMH TPOSBICHUSMH SIBISIIOTCS
3aJiepKKa pocTa U Oecruionne (CBsI3aHHOE ¢ JUCTeHE3Uel ToHaa U
COITYTCTBYIOILIMM TMIIEPIOHAOTPONHBIM I'MIIOTOHAAU3MOM), TaK-
e XapaKTepHbI HH(PEKIINN CPETHETO yXa.

PanHsAg nuarHocTMka M BOBpPEMsI MHMLIIMMPOBAHHOE JIEUEHHE
nMeroT KiroueBoe 3HaueHue y namnueHtok ¢ CIIT. K coxanenmuto,
MHOTHM JI€BOYKAM JHMarHo3 CTaBUTCS CIUIIKOM mo3faHo. ITo nan-
HBIM 3apYOEXKHBIX SMUIEMUOJIOTHYECKUX UCCIEJOBAHUH, CPeTHIMA
Bo3pacT auarHoctuku CIIT — 15 ner. Ilpu sTom Bo3pact nocra-
HOBKHM MMEET TPH «IHKa»: | — MpeHaTanbHbIi U MepUHATATbHBIN
nepuo; 2 — Bo3pacT oT 5 10 20 1eT, Korna OCHOBHBIE KaI00bI CBSI-

3aHBbI C 3a;[ep>1<1<0171 pocCTta, 3a,uep>i<1<0ﬁ IMMOJIOBOI'0 CO3pCBaHUsA, aMC-
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HOpee/HeperynapHbIM MEHCTPYaJIbHBIM IIUKJIOM; 3 — BO3pacT OT
30 mo 40 net, ocHOBHAs Kano0a MAIMEHTOK B ATOT Mepuo — Oec-
mwioaue [6, 7].

Takum 06pa3oM, B paMKax JaHHOTO y4e€OHOTO MOCOOUS MBI CO-
CPENOTOYMMCS Ha JEBOYKAX BO3pAcTHOMW Ipymnmsl 5—18 net, koraa
OLIEHKA aHTPOMIOMETPUUYECKUX TIOKa3aTeNiell HanboJee akTyaabHa.

[Maronmorust pocra nabmogaercsa B 95-100 % cmyuyaeB CLIT u
XapaKTepu3yeTcs 3aAep>KKoi BHYTpUyTpoOHOTO pa3sutus (3BYP)
B npenenax 1-1,5 SD oTHOcHUTENbHO 310pOBOM MOMYJNSIUU; 3a-
JIEPKKOM pocTa ¢ 3-1eTHero Bo3pacta (poct Huxke — 2 SD); oTcyT-
CTBUEM XapaKTEpHOIO AJIsi IOAPOCTKOBOIO BO3pacTa pPOCTOBOIO
ckauyka. Bce 310 nmpuBoauT k pocty B cpenneM Ha 20 cM HHXKE 00-
LIETOMY/ISILIMOHHOTO (B pa3HbIX MOMYISIIMX BapbupyeT oT 140 1o
147 cm) [8].

Kocthoe co3peBanue npu CLT B TeueHue nepBbix 3 JIET )KU3HU
OTCTaeT OT NaCIOPTHOTO, 3aTeM IpUMeEpHO 10 10 1eT COOTBETCTBY-
€T XPOHOJIOTHYECKOMY, a rocie 10—12 net BHOBb XapaKTepusyeTcs
OTCTaBaHUEM BBU]y OTCYTCTBUS BO3AEUCTBUS S3CTPOreHOB [7].

3anepxka pocta npu CIUT He cBs3aHa ¢ qeUIMTOM TrOpMO-
Ha pPOCTa, TaK KaK CHWKEHHUE €r0 CEKPELMU BBIABISAETCS JIMILIb B
myGepTaTHOM BO3pacTe BBHLY TUIIO3CTPOT€HUH U KOMIICHCUPYETCS
Ha (hOHE 3aMECTUTENIbHOM Tepanuu HU3KUMHU JI03aMH 3CTPOT€HOB.
Huskopocnocts npu CIIT cmemianHoro reHesa: coueTaHUE CKe-
JIETHOM JTUCIIIA3UM, XpPOMOCOMHBIX aHoManuii u 3BYP. Psan aBro-
POB CBA3BIBAIOT Marojoruto reHa SHOX ¢ HU3KOPOCIOCTBIO MpHU

CIT, Tak kak OHa TaK)KE€ aCCOLIUMPOBAHA CO CKEJIETHBIMU aHOMa-
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JUSIMM B COCTaBe JIaHHOTO cuHapoma (nedopmanms ManenyHra,
BaJIbI'yCHas Jie(OopMalus JOKTEBBIX CYyCTaBOB, MUKPOTHATHSI, «TO-
THYECKOE» HEOO, YKOPOUCHUE KOHEYHOCTEH U MSICTHBIX KOCTEH).

OueBuaHO, YTO NpH O1eHKe pocTta AeBouek ¢ CILT Gecnone3Ho
WCTIOJIb30BaTh OOLIETIONYISIUOHHBIC TIEPIEHTUIbHbBIE TAOIUIIbI 1
KpuBble pocta. Huke npuBeneHsl crielMalbHble MEPLEHTHIIBHbIE
KpHUBBIE pOCTa.

NB! OTnenbH0 CTOUT OTMETHTD, YTO MHOTOJICTHHH KITMHUYCCKUN
omnbIT HaOmronenus 3a naruenTkamMu ¢ CIIT mokasai, 94To cmoco0
IIPOrHO3UPOBAHUSI KOHEYHOT'O POCTa OTHOCUTEIBHO KOCTHOTO BO3-
pacTa Ipu JaHHOM MaTOJIOIMM JOCTAaTOYHO HajexeH [9, 10].

Cevika 01 ckauuganust Kpuswix pocma oasi nayuenmok ¢ CLUT:
https://jspe.umin.jp/medical/files _chart/TSGC _eng.pdf
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Puc. 1. IleprieHTHIBEHBIC KPUBBIE POCTA U Beca 1A mamueHTok 0-20 met
¢ cunipomMoM llepemmeBckoro — TepHepa (Tonctble MuHKUK). TOHKHE JTHHUH
IPEACTaBIAIOT cOO0H CTaHIAPTHBIE KPHUBbIE POCTA U Beca AL 3M0POBBIX
JIeBoYeK (Ha OCHOBAHWMH CTATHCTHUECKHUX JaHHBIX 3a 2000 ropm)

PocrT, cm

@
3

170
Poct — +2/0SD

160

0
16 17 18 19 20
Boaspacr, net

Source: T Isojima, S Yokoya, J Ito, Y Naiki, R Horikawa, T Tanaka Clin Pediatr Endocrinol 19:69-82, 2010
© The Japanese Society for Pediatric Endocrinology
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Cunapom CunbBepa — Pacceda

Penkas reHeTHueckas MaToJIOTUSI C MPENONIOKUTENBHO ayTo-
COMHO-/IOMMHAHTHBIM THUIIOM HACJIEOBAaHUS, XapaKTepHU3yIOIIasi-
Csl 3aJIepP’KKON BHYTPHYTPOOHOTO pa3BHUTHs, Makpouedamuei npu
poxaeHun (OKPY>XKHOCTh TOJNIOBHI > 1,5 SD OTHOCUTENEHO Macchl
TeJla /WK JUIMHBI TeJla MPH POXKICHUN), TUIIepTpodueii T00HBIX
OyrpoB, 4acTol acCHMMETPHEH Tella, a TakKe MOCTHATAIbHOU 3a-
nep:kkoi pocra. [IoMHUMO nepedncieHHbIX NIPU3HAKOB, XapaKTep-
HBI TaK)Ke TPEYTroJIbHOE JIMIIO, KIWHOAAKTUINS MHU3HHLA, MUKDO-
THaTHs C Y3KUM noa0opoakoM. Takxke JUisi HEKOTOPBIX MAaIlMEeHTOB
XapaKTepHO MOCTENIEHHOE YBEINYCHUE ATTMHBI KOHEYHOCTEH OTHO-

cuTenbHO TynoBuma [11].

INUAEMHUOJIOTUSA

HcTtunnas dactoTa 3a00/eBaHUs HEM3BECTHA, HO OIICHUBACTCA
110 AaHHBIM pa3HbIX aBTopoB B 1:35 000-300 000 >xnuBOpOXIEH-
HbIX [11].

Hcrtopus

H. Silver B 1953 rony u A. Russel B 1954 rogy nHe3zaBucumo
JApyr OT Apyra ONUCAIU I'PYIIbl JeTE€H ¢ MajbIM Ul T€CTal[MOH-
HOT'O BO3pacTa BECOM, KOTOpbIE XapakrepusoBainuck 3BYP, nocrt-
HAaTaJbHOM 3aJEPKKOM POCTa, TPEYTOJbHBIM JUIOM, HU3KO I10Ca-
YKEHHBIMU YIIHBIMU PAKOBUHAMU M KJIIMHOMAKTUINEN MU3HHLIEB. C
TEX MOp CUHAPOM HOCUT Ha3BaHHUe cuHapoma CunbBepa — Paccena
(CCP) [12, 13].

10
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Kiannuveckas kapTuna

Kputepun 1 moCTaHOBKM JHarHo3a (HEOOXOAUMO HaIW4He

MUHUMYM YETBIPEX U3 NEPEUUCIECHHBIX KpuTepues) [11]:

MaJICHBKMI JJIs1 TECTAI[MOHHOTO BO3pacTa BEC W/HIHM POCT
(ke —2 SD a1 COOTBETCTBYIONIETO IeCTAIIMOHHOTO BO3pac-
Ta);

MoCTHATaJIbHAs 33/Iep’KKa pocTa (B BO3pacTe 2 JIET POCT HIDKE
—2 SD 17151 COOTBETCTBYIOIIMX BO3pacTa U 1oJja);
OTHOCHTENbHAs Makporehamus (OKpy>KHOCTb TonoBbl > 1,5 SD
OTHOCHUTEJIBHO MAacChl Tela W/WIM JJIMHBI Tela MpU POoXKIie-
HUHN);

BBICTyMAIOUIMH 7100 (700 mpH B3MIsAAE HAa peOeHKA COOKY BbI-
CTyIAET 3a INIOCKOCTb JINLA, BO3MOYKHO OIPEAETIUTH J10 3 JIET);
acUMMeTpHs TeNa;

TpyaHOCTH ¢ KopmieHHeM/aedunur Beca (SDS UMT < 2 B
BO3pacTe 2 U OoJiee JIeT/UCTIONB30BaHUE 30H1a/CTUMYIISIHS

anrneTura).

NB! V nereli crapiiero Bo3pacta W B3pOCIBIX THIEPTPOPUS

JTOOHBIX OyrpoB MOXKET MCYE3HYTh. [103TOMYy KIMHMYECKas Iua-

rHoctika CCP y ManueHTOB JaHHBIX BO3PACTHBIX I'PYMI MOXKET

norpe0oBaTh OIleHKH (hoTorpaduii B mpoduis namueHTa B Bo3pac-

Te 2 IET WIA MIIAILIE.

NB! Yacro 3a6osieBaHe COIMPOBOKIACTCS KETOTHUECKUMU TH-

IIOTJTIMKECMUSIMHU, B CBA3U C UCEM KpaﬁHe BaXXHO 06yquI/Ie YJICHOB

CEMbU CBOGBpeMeHHOﬁ JAUArdHOCTHUKC U KYIIUPOBAHWUIO JAHHOT'O CO-

cTosHusd!

11
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®denotun 3a00neBaHus KpaliHe BapradeneH, TeHeTHYECKH 3a00-
JIEBaHUE MOATBEpKIaeTCs npuMepHo B 60 % cioyuaes. ['eneTnue-
ckas pazHopoaHoctb CCP npencrasnena B Tadm. 1.

[Taronorus pocra BcTpeuaercs 6onee yem B 80 % ciryuaeB CCP.
CpenHuii KOHEUHBI poCT 00bdHO cocTaBmsieT 3,1+1,4 SD Huxe
cpeanero. /leunut ropMoHa pocTa HeXapaKTepeH Ui CHHIpOMa,
onHako pI'P mmpoxko npumensiercs y nereit ¢ CCP, npu sToM aetu
HE JOCTUTAIOT KOHEYHOTO POCTa, €CIU YHMYCTUTh OBICTPYIO HpO-
I'PECCHUI0 KOCTHOTO CO3pEBaHUs B repuon myoeprara [14].

NB! HemanoBaxHbIM ()akTOM SIBIISIIOTCSI XapaKTEpHBIE MPEex-
JIEBPEMEHHOE aIp€HapXe U UCTUHHOE MPEXKIEBPEMEHHOE I10JIOBOE
pasButhe y aereii ¢ CCP, koTopble MpUBOAAT K 0oJiee paHHEMY H

OBICTPOMY MTPOrPECCUPOBAHUIO KOCTHOTO co3peBanus [15]!

12
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Tab6nuua 1. 'enetnueckas pasnopogHocts cunapoma Cuibssepa — Paccena

IMaTosoruyeckue Joas1 00Hapy:KeHHBIX
Merox H3MeHeHHus mMeHeHm“? npu CCP
Ananus HOTGSSI merwiipoBanus | 35-67 %
METHIIMPOBaHUS B H19/IGF2 (0TIOBCKHIA)
Comarudeckuii a(1) Penxo
mo3zauiu3m Jutst upd(11
Xpll | at
Hymmkanus 11p15.5 Hewussectno
(MarepuHCKast)
upd(7)mat 7-10 %
Xp7 Jenenuu, nyniauKkanuu, Penxo
MO3au4Hasi TPUCOMus 7
XMA Hyrmmukanus 11p15.5 HewussectHo
(MaTepuHCKas)
Xpll
CoMarnyecKuii Mo3au- Penxo
u3m utst upd(11)mat
Jeneuuu, TynauKanuu Penko
7p, MO3anvHasK
TprcoMus 7
Xp7
upd(7)mat Penxo
MarepuHckast Penxo
nzogucoMust 7
AHanmm3 MapKepoB Xpll | Comarmueckuii MO3au- Penxo
STR u3m ot upd(11)mat
Xp7 | upd(7)mat, marepunckas | 7-10 %
MO3an4Has Tpucomus 7
Kapunornnuposanue VHBepcyst WK TPaHCIIOKALHS Penxo
11p15.5
Ananms CDKNIC Penxo
MOCIICIOBATEIBHOCTH / | (MaTepHHCKasl riepeiaya)
aHaJ M3 Jienenun /
JYTUTMKAIIMA T€HOB IGF?2 (oTuoBcKas nepenaya) Penxo
PLAGI Penxo
HMGA?2 Penxo
Hewnspectnas remetnaeckast npupoga CCP 30-40 %

AnantupoBano u3 Saal HM, Harbison MD, Netchine 1.

2002 Nov 2 [Updated 2025 Jan 9] [16].

Silver-Russell Syndrome.

Cebinka 014 ckauusanus Kpuswix pocma oasa nayuenmog ¢ CCP:

https://www.magicfoundation.org/rss-sga-growth-charts
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJAOCTHU: CHEHU®NYECKHE KPUBBIE POCTA

Puc. 2. [lepueHTnnbpHbIE KpUBBIE pocTa JUIsl AeBodyek 0—5 et
¢ cunapomoM CuibBepa — Paccena. Tosncras JinHUS IpeACTaBIsSET
co00if HOpPMAaTHBHYIO KPUBYIO pOCTa AJIs OO MOy ISIINY, @ TOHKas
JIMHMS YKa3bIBaeT HA CPEIHION JUIMHY Teja WK pocT nanueHtok ¢ CCP,
HE M0JIy4YaBIINX JICUCHUs

110
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Jit ¢ CCP (cpegHee )
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85
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CHHAPOMAJIBHBIE ®OPMBI HU3KOPOCJAOCTHU: CHIEHU®HUYECKHE KPUBBIE POCTA

Puc. 3. [leprieHTHIBHBIE KPUBBIE pOCTA TSI MaTBIUKOB 05 stet
¢ cunapomoM CuibBepa — Paccena. Toscrast inHMs IpeACTaBIIseT
€000 HOPMATUBHYIO KPUBYIO POCTa IJIsl OOLIEH MOIMYISALUH, @ TOHKas
JIMHMS YKa3bIBAET HA CPEIHIOIO JUIMHY TeJla U pocT nanueHToB ¢ CCP,
HE I10JIy4aBILINX JICUCHUs

110 B
e rrrrred
e e

105 (cpenHee

M. c CCP (cpeaHee )

100

95

920

7
v
85 P
/ ~
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75

=
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50 |/
/
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

Puc. 4. IlepueHTunbHble KpUBBIE pOcTa ISl IeBouek 2—16 net ¢
cuaapomom CuibBepa — Paccema. Toncrast THHUS IPEICTaBISIET COOOM
HOPMATUBHYIO KPUBYIO POCTa JIsl OOIIEH MMOMYJISAINY, 3 TOHKAs JIMHUS

yKa3bIBaeT Ha CPEHION JUTHHY Teja Win poct narueHTok ¢ CCP, He
TTOJTY9IaBIIINX JICICHIS
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

Pocr, cm

Puc. 5. IleprieHTHIBHBIE KPUBBIE POCTA IS MATBIUKOB 2—18 JeT ¢
cunapomoM CunbBepa — Paccena. Toncras nuHMs npencTaBisieT coOoi
HOPMAaTHBHYIO KPUBYIO pocTa JUIst O0IIeH MOMy/IsIMHY, a TOHKast JTMHUS
YKa3bIBaeT Ha CPEIHION0 JUIMHY Tejla win poct naunueHTos ¢ CCP, e
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

Cunapom HyHnan
KnuHuyeckn M reHeTHYecKd TeTeporeHHoe 3abosieBaHue, pas-
BUBAIOIIEECs BCIEICTBUE BO3SHUKHOBEHHSI BapUAHTHBIX 3aMEH B
TeHaX, UTPAIOIINX POJIb B POCTE M PA3BUTUU KIIETOK, B YACTHOCTH
B I€HaX, y4acTBYIOIKX B curHaibHOM yTd RAS-MAPK. OcHos-
HBIMU TPU3HAKaMU 3a00JIeBaHUS SBISIOTCS BPOXKACHHBIE MTOPOKH

cepaua, HU3KUM pOCT U XapaKTepHbIE YEPTHI JIULIA.

ITHOJIOT U

B OGonpmmHCTBE ciyyaeB NMPUYUMHON 3a00JIeBaHHS SIBISIIOTCS
BapHaHTHbIE 3aMeHbl B reHe PTPNII, HO TakXe BCTPEYArOTCS
MaToJIOTHUeCKue abeppal B APYTHX TeHaxX, Takux kak SOSI,
RAF1, RIT1, LZTRI, KRAS, MRAS, HRAS, SHOC2 n np.

XapakTep Haclel0BaHUs ayTOCOMHO-IOMUHAHTHBIH (32 UCKIIIO-
yeHueM aedexros rena LZTR I, npu KOTOPBIX 3a00JIEBAaHHE MOXKET
HACJIE0BAThCS KaK ayTOCOMHO-I0MUHAHTHO, TaK U ayTOCOMHO-pe-

IIECCUBHO).

INNAEeMHOJIOT U
Yacrora BcTpeuaemoctu cunapoMa Hynan (CH) onenuBaercs

kak 1 Ha 1 000 — 1 na 2 500 HOBOpOXAEHHBIX [17].

HUcropus
B 1962 rony amepukaHckuii aerckuil kapauoisor Jacqueline

Noonan BnepBble onucana rpyniny 13 9 maueHTOB CO CXOKUMU
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

(heHOTUITMYECKUMU TIPU3HAKAMU, TAKIMH KaK XapaKTEPHBIC YEPTHI
nuna (IUPOKUi 100, TUIIEPTEIOPHU3M, NITO3), TOPOKH cepaua (cre-
HO3 JIETOYHOM apTepuu U JIp.) U 3a/IepKKa POCTa, OXapaKTEPH30BaB
3a00NeBaHue KaK «KapAuo-(paruaibHO-CTBOJIOBas» Mmaroyiorus. B
1971 ronmy Ha cuMIoO3UyMe, MOCBSIIEHHOM KapAHOBACKYJISPHBIM
3a00JIeBaHUAM, 11 0003HAYEHHS YTOr0 CHUMIITOMOKOMILIEKCA OBLI

oumanbHO yTBEpKIEH SMOHUM «cuHApoM HyHany.

Kiannudeckas kapTuna

Cunznpom HyHnan xapakTepusyeTcst IOJIMOPTaHHBIM BOBJICUCHH-
€M C IIUPOKUM CIEKTPOM CUMITOMOB [17].

B neonaransHom nepuoae CH MoXHO 3amofo3puTh Ha OCHO-
BaHUM TPYJHOCTH B KOPMJIGHUH M IUIOXOM NMpuOaBKH B Bece. Y
MHOTHX HallMEHTOB BO3HUKAIOT TPYAHOCTH ¢ HAOOpOM Beca, U OHH
HMEIOT ACTEHUYECKOE TEIOCI0KEHNE HA IPOTSHKEHUU BCEH KU3HU.

XapakrepHble (PEHOTUITUYECKHE OCOOCHHOCTH (IIMPOKHIA J100,
HU3KO I0Ca’KEHHBIE IOBEPHYTHIE K331 YIIIU, THIIEPTEI0OPU3M, IITO3
Y aHTUMOHTOJIOUIHBIA pa3pe3 171a3, KOpoTKas mesi, KpbUIOBU/IHbIE
CKJIAJIKU IlI€U, MUKPOTHATus, IIyOOKuii (puiIbTp) yacto Obosee ove-
BUJIHBI B MJIajieHYeckoM Bo3pacTte. C B3pociaeHneM peOeHKa JINIO
npuobperaer 6oiee TPEYrobHYI0 (GOPMY C 3aMETHBIMU KOXKHBIMH
CKJIaJIKaMH.

Kapnuanenas maronorus — Haubonee cepbe3Has U3 MpodieM
npu CH. Haubonee yacto BCTpedaroUuiicss BPOXKACHHBIA MOPOK
cepaua — creHo3 JyeroyHout aprepun (50-60 %) c HemocTaTtou-

HOCTBIO KJIAIIAHA JIETOYHOM apTepuu M IPYTUMU TUIIAMU Kapau-
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aIbHOM TaroJoruu (Ie(eKT MEeXOKETyJOYKOBON IeperopoiKH,
nedekT MexXMpeacepaHON meperopoaku u ap.). [Ipumepno B 20 %
CIly4aeB BCTPEYAETCS BHYTPUYTPOOHO DPAa3BUBILASCS THIIEPTPO-
¢udeckas KapIUOMHOIATHSA, KOTOPas MOXET UMETh CTaOMIbHOE
WM nporpeccupytouiee TeueHue. C BO3pacTOM MOTYT Pa3BUTHCS
pacumpeHne KOpoHapHBIX apTepHuil U 00JIe3Hb MOISI-MOiis (peakoe
3a00JIeBaHuE apTEePUil TOJIOBHOTO MO3Ta, IIPU KOTOPOM IPOUCXOTUT
IIPOIPECCUBHBIN CTEHO3 M OKKIIO3Usl NPOCBETA HAYaJIbHBIX CEr-
MEHTOB KPYIHBIX MO3TOBBIX apTepuil).

3anepaka pocra BcTpedaercs npumepHo B 50 % ciydaes,
MaHH(]ECTUPYeT MOCTHATAIFHO U HE BCET/a CBA3aHa C Ie(QUIIITOM
ropmoHa pocra. Onnaxo, kak u npu CCP, npu cunnpome HyHan
Hamen npuMenenue pl'P.

[Tomumo nepeuncieHHbIX NpU3HaKoB, y aroaei ¢ CH moryt Ha-
OrOaThCsl YMCTBEHHAS! OTCTAIOCTh WIIM TPYAHOCTH B O0YYEHHUH.

Hns ynobersa Bepudukamuu CH Obina paspaboTtana cucrema
0aJuI0B, IOMOTAOIAsl TUarHOCTUPOBATh MALIUEHTOB € 3TUM 3a00-
neBanueM (Tabim. 2). /lnarno3 ycraHaBnuBaeTcs NPy HAIWYHMHU Y T1a-
[IUEHTA TUIUYHBIX JIMIEBBIX AUCMOP(U3MOB U OIHOTO M3 JPYTUX
npusHakoB 2b-6b, niau npu HanmuuuM ABYX NMPU3HAKOB U3 KaTero-
puit 2M-6M, WM Tpu HAJIUYUH JHULEBBIX IUCMOP(PHU3MOB U JBYX

npusHakoB 2b-6b uinu Tpex npuznakos 2M-6M.
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Tabauna 2. Jluarnoctuyeckue kpurepun curapoma Hynan [18]

KJIaNlaHa, rurneprpoduieckas
KapIHMOMHUOIIATHsI 1/WITH
IIEKTPOKApANOrpadIecKre
Pe3yIbTaThl, XapaKTePHBIE JUIS
cunapoma Hynan

[puznaxn Boabsmue (b) Mauiblie (M)

1. JluueBsre TunuvHbIe THLEBBIC CyrrecTuBHbIC
TUCMOP(hU3MBI (YEPTHI JIAIIA JTUTICBBIC
MEHSIOTCS B 3aBUCHMOCTH OT JHCMOP(HHU3MBI
BO3pacTa)

2. KapauaneHbie CTeHo03 aopTanbHOrO Jpyrue nedexrs

3. Poct

< 3 mepueHTHIIs

<10 nepuenTHs

4. I'pynHas KIeTka

KuneBuanast rpyHast KieTka/
BOPOHKOOOpa3Hasi rpyaHast
KJIETKa

Ilupoxas rpynHas
KIIETKA

5. HacnencrBeH-
HBIN aHAMHE3

PonctBenHuK nepBoii
CTETICHH C IOATBEPKICHHBIM
cunapomom HyHan

PoacrBennuk
TepBOM CTEIIEHHU C
MIpEToNaraeMbIM
cunapomom HyHan

6. pyrue
NPU3HAKH

Bce u3 nepeunciaeHHoro:
YMCTBEHHasI OTCTaJIOCTh,
KPHUIITOPXHU3M H AUCILIA3HS
TUM(PATHICCKUX COCYIOB

OpnHo u3
MIePEUYNCIICHHBIX
YMCTBCHHAsI
OTCTaJIOCTh,
KPHUITOPXH3M
WA JIACIIIa3Us
TUM(PaTHICCKAX
COCYIOB

Huxe npeacraBieHbl HECKOIBKO BApUAHTOB KPUBBIX POCTA IS

MaIUEeHTOB ¢ cHHApoMoM HyHaH.

Ccvlaku 05 CKAUUBAHUL:
http:/ljspe.umin.jp/medical/files chart/NSGC boy eng.pdf
http:/ljspe.umin.jp/medical/files_chart/NSGC girl _eng.pdf

https://rasopathiesnet.org/wp-content/uploads/2014/01/265 Noonan_

Guidelines.pdf
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Puc. 6. [leprieHTunbpHbIE KPUBBIE POCTa U Beca JJIsl MAJIBYMKOB
0-20 ner ¢ cunnpomom HyHnan. 3anonHeHHas 0051acTh IpeACTaBIsET
co0oif TabnHIly pocTa 1 Beca B IONEPEYHOM CEUCHUH IS 3J0POBBIX

MaJIBYUKOB

20CT +2,05D

S PocT, cm
& PocT, cm

. Anuna/
3

1

170 B 170

160 55 160

150 -1.05D] 150

140 140

Bec, kr

100 +2.050| 50

\

+1.05D,

90 L 60

N

\

80 050150

N
@
©

\

-1.0SD]
4

\
\

|

30

50

" L1 2
///4/

\
I
\

40

Zé
30 0

7 8 9 10 1 12 13 14 15 16 17 18 19

o
-
~
w
IS
«
N

Boaspacr, ner

22



CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

Puc. 7. IlepuentunbHble KpUBbIE pocTa U Beca Jiis AeBodek 0—20 ser
¢ cunapomoM Hynan. 3anonHenHast o6macTs mpeacrasiseT coOoi Ta-
Onuiry pocTa u Beca B ONEPEYHOM CEUEHHH IS 310POBBIX JEBOYEK

& [nuHa/PocT, cm
PocT, cm

Poct

o
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Cunapom Kopueanu e Jlanre

OpdanHoe reHermueckoe 3a0o0JeBaHUE, XapaKTEpU3YyIOIIEecs
MYJIBTUCUCTEMHBIM NOpakeHneM. Ha cerogHsiHuii 1eHb pasiu-
YaroT ABa TUMa 3a0oneBanus. [lepBblil, KTaccUYeCKuil, XapakTepu-
3yeTCsl 3HAUUTEIIbHOM 3aJCPKKOM POCTa U IICUXOMOTOPHOIO pas-
BUTHUS, & TAK)KE BBIPAKECHHBIMU ITOPOKAaMU BHYTPEHHUX OPIaHOB,
JIMLIA ¥ KOHEYHOCTEN. BTOpO# TUI BKIIFOYAET TE K€ AHOMAJIMH JIMLIA
U CKeJieTa, HO 06e3 BBIPaXKCHHBIX HAPYIICHUH B pa3BUTHH BHYTPEH-
HUX OPraHOB, a NCUXOMOTOPHOE M HMHTEJUIEKTyaJbHOE Pa3BUTHE

XapaKTepU3yeTCs IONPAHUYHON 3aIEPKKOU.

INUAEeMHOJIOT U
YacToTa BCTpEYaeMOCTH CHMHAPOMA MO JaHHBIM Pa3HbBIX aBTO-
poB BapeupyeT u coctasiseT 1 ciyydait Ha 10 000-30 000 >xuBopo-

JKJIEHHBIX, HE 3aBUCUT OT Tona [19].

JTHONOTHA

Wnentudunmpoano 7 T€HOB, CBSA3aHHBIX ¢ cHHApoMoM Kop-
Henuu ae Jlanre (CKnJI) [20]. B 70 % cnydaeB BBISBISIIOTCS Ba-
puanTHble abeppauuu B 5 renax (NIPBL, SMC3, RAD21, BRDA4,
ANKRDI1). N3 3tux reros B 60 % ciyuaes npuunHoi CKaJl sBis-
etcst gedext reHa N/PBL, KOTOpbIii TPUBOIAMT K PA3BUTHIO KJIACCH-
yeckor popmel 3a0oneBanusi. Octanbubie 40 % — ¢ ocTaBIIUMUCS
4 reHamu, BapuaHTHBIE a0eppallii B KOTOPBIX MIPUBOMAT K HEKJIAC-

cuueckuM popmam CKnJl.
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HedexTsl B HaclieayeMbiX X-cCHemIeHHbIX reHax HDACS u
SMC1A4 (nmu SMCILI) npuBOIAT K HEKJIACCUYECKOMY (peHOTHUITY
CKnJI u cocraBnstor ocrasmuecs 30 %.

B HemaBHMX MyONMKALMAX OTMEYAIOT BO3MOXKHYIO POJIb abep-

pauuii B rene MA U2 xak IpUYKUHBI Pa3BUTHS JaHHOW NATOJIOTHH.

HUcrtopus

CuHIpOM MONTyYHI1 CBOE HA3BAHHME B YECTh I'OJUIAHACKOTO TeH-
arpa Cornelia de Lange, xotopas B 1933 rony neTaibHO U3I0XKMIA
CHMIITOMBI 3a001eBaHus y ATH AeTtedl. OQHaKo MPU3HAKU CUHAPO-
Ma, COIPOBOXKIAIOLIETOCS YMCTBEHHOM OTCTAalOCThIO U MHOTOYHC-
JICHHBIMU HapyLICHUSMHU Pa3BUTHUS, ObUIM BIIEPBHIC ONUCAHbBI He-

merkuM Bpagom W. R. C. Brachmann emie B 1916 romy [20].

Kannnveckas xkapruna [20, 21]

®enorun knaccuueckoro CKaJl cocrout us:

— OTIMYUTEIBHBIX YEPETHO-TTUIIEBBIX 0COOCHHOCTEH;

— 3aJIepXKKU BHYTPUYTPOOHOTO M MOCTHATAIBHOTO PA3BUTHUS;

— PenyKIMOHHBIX aedopmanuii (B 0COOEHHOCTH BEPXHHUX KO-
HEYHOCTEN);

— TUPCYTHU3Ma;

— 3aJIepXKKHU IICUXOMOTOPHOTO Pa3BUTHUS/YMCTBEHHOM OTCTaNO-

CTH.

ITomumo NEpCUUCIICHHBIX, MOTYT UMCTb MCCTO TAaKHC HaApy-

IIeHUs, KaKk ractpo’3odareaibHblil peduroke (Hambomee yactoe
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ocyioxkHeHue y nauuentos ¢ CKnlJl), HeiipoceHcopHas TyroyxocTb,
BPOXKJICHHBIE MTOPOKH CEpIla, aHOMAJHH OPTaHOB PEIPOAYKTHB-
HOW cHCTeMBbI (KpUITOPXH3M, JIBypOorasi MaTka, TUIOIUIa3us TeHH-
TAIU{ | JIp.), PEIKO — MOUYEUHAs MaTONOTUs (ITy3bIPHO-MOYETOYHH-
KOBBII peduIiokce).

OTnauuuTeNnbHBIE YEPEIHO-TUIEBBIE OCOOCHHOCTH BKJIIOYAIOT
Opaxunedanuio, CHHOPPHIO, TYCThIE TyrooOpa3Hble OpOBH, JITHH-
HBIC PECHMIIbI, KODOTKUM HOC C BOTHYTOM CIIMHKOW U BBIBEPHY-
TBIMU HO3JIPSIMH, JUIMHHBIM JKEJIO0KOM U TOHKOM BepxHel Iy0oif,
peTpOrHaTHIo.

Kak y»xe ObIJI0 cKa3aHo paHee, 3aep:KKa POCTa — XapaKTEePHBIH
u pacnpoctpanennslii pu CKaJl mpusnak, MaHu(peCTUPYIOUIHA
BHYTPUYTPOOHO. XapaKTepHbl HU3KUH POCT, NeUIUT Beca, MH-
Kpouehanus, cCoxpaHsiomumecs B 3pejaoM Bospacte. Jledumur rop-
MOHa pocTa OOBIYHO HEXapaKTEPEeH, B CIydasX €ro MOATBEpIKIe-
HUS TALMEHTaM WHHUIMUPYETCS 3aMEeCTHTEIbHAas TOpMOHAJIbHAS
TEpamusi COMAaTPOIIHHOM.

[ManmenTam ¢ kIaccuueckuM (HPEHOTHUIIOM 3a00JIeBaHUs TUATHO3
OOBIYHO yCTAHABIMBACTCS Cpa3y MOCIE POXKICHHS, YTO MO3BOJISET
MHUIMAPOBATh HEOOXOIMMOE JICUEHHUE CBOEBPEMEHHO.

NB! Jletu ¢ CKnJI gamie Bcero MMEIOT HU3KHE POCTO-BECOBBIE
nokaszarenu. BaxkHo ocBeqoMIIATH MeauaTrpoB 00 OMACHOCTH Iie-
peKapMIIMBaHUs JIeTel ¢ IeNiblo Habopa Beca, TaK Kak 3TO MOXKET
YXYIUIUTH MPOSBICHUS TacTpol3odareanbHOro peduitokca u npu-
BECTH K aCIUPAIH KUCIOTHOTO COAECPKUMOTO JKeITyIKa C pa3BUTH-

€M ITHeBMOHHTA (Haubosiee yacTas IpuYuHa paHHEH CMEPTHOCTHU Y
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nereit ¢ CKnJI). B cBsi3u ¢ 3TMM HEOOXOIMMO OPHUEHTUPOBATHCS Ha
KpUBBIEC POCTa U Beca JUIsl JaHHOU natojoruu [21].
Heknaccuueckue ¢opmbr CKaJl oOblYHO TPOTEKAIOT Jerdye,
UMEIOT MeHee crelu(uuecKkuii GeHOTHUI, B CBSA3H C YeM UX JHa-
THOCTHKA 4acTo 3aTpyAHEHa.
Tab6amnua 3. Kpurepun cuanpoma Kopuennu ne Jlanre (Ha 0CHOBaHUH

MIEPBOT0 MEKAYHAPOIHOTO KOHCEHCYCa MO JUArHOCTUKE U JICUCHUIO
cunapoma Kopuenuu ne Jlanre, 2018 ron) [21]

Kapaunanbhbie yepTsl (0 2 6aia 3a | [lpeamosiaraemble NpU3HAKH
Ka:K1y10, €CJIH NPHCYTCTBYET) (mo 1 0aJuTy 32 KaxK/AbIH, eCJIH
MPHUCYTCTBYET)
* Cunodpuc n/unm rycreie OpoBH * VYMCTBEHHas OTCTAJIOCTh
» Kopotkuit HOc, BorHyTasi cniuHka Hoca | * IlpeHaranbpHas 3agepika pocra
W/WIIK B3ICPHYTHI KOHUHK HOCA (<2 SD)
* JIAMHHBII W/WITH TIaAKHN jKeT000K * [locTHaTanpHas 3a/epiKKa
 Toukas BepxHsisi ry0a, KpacHasi u/uiu pocra (<2 SD)
OITyILIICHHBIE YTOJIKU PTa * Muxkponedanus
* OnurofakTHINS KUCTH W/UITH (mpenaranbHas n/UIu
alaKTHINS MOCTHATAIIbHAS )
* BpoxzaeHHas quadparmanbHas rppbka | © MajleHbKHe PyKH U/HIIH HOTH
» Kopotkuii natelit manerg
e T'upcytusm

Kananyeckas oneHka

* > 11 G6amioB, He MEHEe 3 PU3HAKOB SBITIOTCS KapAWHATbHBIMHA:
knaccuueckuii CKuJI

* 9y 10 6amToB, HE MeHee 2 IPU3HAKOB SIBIISIOTCS KapAUHAIEHBIMU:
Hexiaccuueckun CKaJl

* 4-8 6ayIoB, XOTS OBl | TIPU3HAK SBISETCS KapAWHAIBHBIM: TIOKa3aHO
MIPOBEZICHUE MOJIEKYIISIPHOTO-TeHeTnIecKoro nceaenoBanns Ha CKull

* <4 (aIoB: HEAOCTATOUHO JUIS TPOBEACHHUS MOJIICKYISIPHO-TEHETHIECKOTO
nccnenoBanus Ha CKJl

CcoLaxu 0151 CKauuBanusi KpUGbIX ;l)ocma ons nayuenmos ¢ CKoJI:
https://www.cdls.org.uk/growth-charts.html
https://www.cdlsworld.org/xwiki/bin/view/CdLSTopics/GrowthCharts
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJAOCTHU: CHEHU®NYECKHE KPUBBIE POCTA

Puc. 8. [lepuenTunbuble KPUBBIE pocTa A1 MalbdukoB 0—3 et
¢ cuaapomoM Kopuenuu ne Jlanre (gaHOJIHCHHaSI obnacte). YepHsble
JIMHUY TIPEJCTABISIIOT CO00H TabIMIly pocTa B MOMEPEYHOM CEUCHUH
JUTSI 3I0pPOBBIX MAJIBYMKOB

110
105

PocrT, cm

30
25
20

0 2 4 6 8 10 12 14 16 18 20 22 24 26 28 30 32 34 36
Bospacr, mec.

370poBble Manb4MK1
Maneuuku ¢ CKall
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CHUHAPOMAJIBHBIE ®OPMBbI HU3KOPOCJAOCTHU: CHIEHU®HNYECKHE KPUBBIE POCTA

Puc. 9. IlepuentmibHble KpuBbIe pocTa Ais neBodek 0-3 et
¢ cunpomom Koprenuu ne Jlanre (3amonneHHast 001acTh).
YepHble TMHUM MPEACTABISIIOT cO00i Tabnuiy pocTa
B ITOTIEPEYHOM CEYECHUH JJISI 30POBBIX IEBOYCK

110
105
100 ~

PocT, cm

30
25
20

0 2 4 6 8 10 12 14 16 18 20 22 24 26 28 30 32 34 36
Bo3spacrT, mec.

300poBble AEBOYKM
Oeoukn ¢ CKaJl
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJAOCTHU: CHEHU®NYECKHE KPUBBIE POCTA

Puc. 10. [lepuentunbHble KpuBbIe Beca 1 Manpaukos 0-3 et
¢ curapomoM Koprenuu nie Jlanre (3amonHeHHast 06actb). YepHbie
JIMHUY TPECTABIISIIOT COOOH TabHIly Beca B IIOTIEPEYHOM CEeUEHHUH

JUIS 3I0POBBIX MaJBYHKOB

/ 95-i

Bec, kr

0 2 4 6 8 10 12 14 16 18 20 22 24 26 28 30 32 34 36
Bo3spacT, mec.

30poBblE Manb4vkm
Manesunku ¢ CKall
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CHUHAPOMAJIBHBIE ®OPMBbI HU3KOPOCJAOCTHU: CHIEHU®HNYECKHE KPUBBIE POCTA

Puc. 11. IlepuenTunbHble KpUBBIE Beca A eBouek 0-3 et
¢ cunpomom Koprenuu ne Jlanre (3amosHeHHast 001acTh).
UYepHble TMHUM MIPEACTABISIOT cO00i Tabnuiry Beca
B TTOTIEPEYHOM CEYCHUH ISl 30POBBIX IEBOYCK

/ 95-#

Bec, kr

0 2 4 6 8 10 12 14 16 18 20 22 24 26 28 30 32 34 36
Bospacr, mec.

3p0poBble AEBOYKN
Lesoukn ¢ CKa
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJAOCTHU: CHEHU®NYECKHE KPUBBIE POCTA

Puc. 12. [lepueHTHIIbHBIE KPUBBIE POCTA AJIST MAJIBYMKOB
2—-18 net ¢ cunapomom Koprenuu ne Jlanre (3arnonHeHHast 001acTb).
UepHble TMHUY NPEJICTABIAIOT c000i Tabmuiy pocTa
B [TOTIEPEYHOM CEUEHUH JUTS 3[0POBBIX MAJIBYUKOB

200 . .
190 |
. 95-i1
180 - — I 1 ' — _/ 1
NN N N (N [ N (N RN S N (SN I -l - ___
170 . — 3 : | //,4/. J 95-i1
- G 5-i
160 /’
50-1
150
3140 - S
iy
8130
o

80

70

60

[
|
| |
W NN S W N S
4 5 6 7 8 9 10 1M1 12 13
Bo3pacr, net

14 15 16 17 18

340poBble Mans4mKu
Maneunku ¢ CKall
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CHHAPOMAJIBHBIE ®OPMBI HU3KOPOCJAOCTHU: CHIEHU®HUYECKHE KPUBBIE POCTA

Puc. 13. IlepueHTunbHbIC KPUBBIC POCTA IS IE€BOYCK

2—18 net ¢ cunapomom Kopruenuu ne Jlanre (3amnogHeHHast 001acTb).

200

190

180

170

160

150

PocT, c™m
o 4
w B
o o

120

110

100

90

80

70 |

60

UepHble THHUY MPECTABISIFOT CO00H TabaHIly pocTa
B TIONIEPEYHOM CEUCHHH JIJIS 37I0POBBIX JICBOUYCK

50-i

.ol
o
,/
.
}
/’
J,
-
|
2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18

Bogspacr, ner

340poBble AEBOYKM
Lesoukun ¢ CKall
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJAOCTHU: CHEHU®NYECKHE KPUBBIE POCTA

Puc. 14. [lepuentunbHble KpUBbIE Beca Il MaIBIUKOB 2—18 et
¢ cunpomom Kopuenuu ne Jlanre (3amonneHHast 001acTh).
YepHble TMHUM MIPEACTABISIOT cO00H TabnuIly Beca B IONEPEUHOM
CCUYCHHUH JUISI 37I0POBBIX MAIFIHKOB

100

95-i

90

80

‘/ 95-#

70 50-#

T
1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18
Bo3spacr, net

3[0poBbIe Manb4uKu
Maneuuku ¢ CKall
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CHHAPOMAJIBHBIE ®OPMBI HU3KOPOCJAOCTHU: CHIEHU®HUYECKHE KPUBBIE POCTA

Puc. 15. IlepueHTunbHbIE KPUBBIE Beca ISl A€BOUYEK 2—18 et ¢
cungpomom Kopnenuu e Jlanre (3amosnHeHHast 00acTb). UepHbie
JIMHUY TPEJCTABISIIOT COOOH TabHIly Beca B IOTIEPEYHOM CEUEHHUH

JUTSL 37I0POBBIX JICBOUCK

100
.95-VI
80 -

70

60

Bec, kr

40
30 '50-i1
20

10

1 3 5 7 9 11 13 15 17 19
Bospacr, net

300poBble 4eBOYKM
Oesouykn ¢ CKall
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

Cunapom Ilpagepa — Buin
Penkoe renernueckoe 3a0oneBaHMe, XapaKTepU3YIOLIEECs BbI-
PasKEHHBIM KJIMHUYECKUM HOIMMOP(U3MOM U BKITIOYAIOIIEE B ce0s
OXHMpeHHe, PEHOTUITNYECKHE 0COOEHHOCTH, 3aICPKKY pOCTa, TICH-
XOMOTOPHOI'O U YMCTBCHHOI'O pa3BUTHA, T'MIIOTOHAIN3M, HAPYIIC-

HHUC IbIXaHUs BO CHE.

JITHONOTHSA

Cunnpowm Ilpagepa — Bunnu (CIIB) — 310 maTonorus UMIpUH-
TUHTA, IPOSBIISIONIASCS B HAPYLIEHUH SKCIIPECCUM YyUacTKa JJIMH-
HOTO Mieda 15-i XpoMOCOMBI OTIIOBCKOTO MPOUCXOXKAEHUS (JIOKY-
cel ql1-13).

B 65-75 % cny4aeB cuHApPOM pa3BUBAETCs BCIEICTBHUE Aeie-
MU OTHOBCKOM 15-i1 xpomocomsl, B 20-30 % cinydaeB pa3BUBaeT-
Csl BCJIC/ICTBUE OIHOPOIMTEIBCKOM JUCOMHHU (HaciaenoBaHue oOe-
ux 15-x xpomocom ot marepu). Kpaiine penko (B 1-3 % ciyuaes)
BCTPEYAIOTCS 1e()EKThI IEHTPAa UIMIIPUHTUHTA, B TOM YHCJIE MUKPO-

JieJiennsl HEHTPa UMIIPUHTHHTA [22].

INUAEeMHOJIOT U

[1o naHHBIM MHOTOUYMCIIEHHBIX UCCIIEJOBAHUN, PACIIPOCTPAHEH-
HocTh CIIB ouenunbaercs 1 Ha 10 000-30 000 >kuBOpPOKIAECHHBIX
[22, 23].
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

HUcropus

Cunppom Ilpamepa — Bwiim  Obl1 BHEpBbIE ONUCAaH B
1956 romy mBelinapckumu Bpauamu A. Prader, G. Willi,
A. Labhart Ha ocHOBe KJIMHHYECKOTO HAOIIOJCHUS 3a ACBATHIO
JI€TbMH, Y KOTOPBIX OBUTM OTMEUYEHBI TMIIOTOHHUS MPHU POXKICHUH,
HEHACBITHBIM aNIeTuT, paHHEE Pa3BUTHE OKUPEHUS, MAJECHbKHE
pa3Mepbl KUCTEW U CTOIl, HU3KUM POCT U CHUKCHUE MHTEIUICKTA.
B HEKOTOpBIX MCTOYHMKAX MOXHO BCTPETUTh SMOHUM «CHHIPOM

[Ipanepa — Jlabxapra — Bumm» [22].

Kiannudeckas kapTuna

Knunnueckas xapruna CIIB pasnugaercst B 3aBUCUMOCTH OT
BO3pacTHOM Tpynisl (Tadm. 4, 5) [23, 24].

@eHoTHNUYECKHE 0COOCHHOCTHU: Y3KO€ BUCOYHOE PACCTOSHUE,
MUHJQJIEBU/IHBIE IT1a3a, y3Kas NEPEHOCUIIA, TOHKAs KpacHas Kai-
Ma ry0, OmyIIeHHbIE YIJIbI PTa, TUIOMUTMEHTAINS KOXU H, PEXKe,
BOJIOC.

[IcuxomortopHoe pazsurue nereit ¢ CIIB orcraer ot Bo3pact-
HOW HOPMBI, KOA(PUIMEHT HX HWHTEIUIEKTYyaJbHOTO pPa3BUTHA
BappupyeT oT 20 no 80 enuuun (npu HOpMme 85-115 eaunun).
OOBIUHO y TaKUX JETEH XOpOIIO pa3BHUTa JIOJITOBPEMEHHAs 3pH-
TEJIbHAS NTaMATh, OHU CIIOCOOHBI HAYYUTHCS YATATh U MOTYT UMETh
OoraTblii MACCUBHBIM CIIOBapHBIN 3amac, OAHAKO MX COOCTBEHHas
peub yacTo xy:xe noHnManus. CiayxoBas naMsTh, MaTEMaTUYECKUE
CIIOCOOHOCTH, HaBBIKU NHCbMA, a TAK)KE 3pUTENIbHAs U CIIyXOBas

KpaTKOBPEMEHHasl MaMsITh y HUX 4aCTO 3HAUYUTENBHO cliadee.
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Hetu ¢ CIIB 00byHO 100poKenaTebHbl, HO UX HACTPOCHHE

YaCTO MCHACTCA U MOIYT MNPOABIATHECA TPCBOXHOCTH, BCIIBIII-

KM THCBA, 06C€CCI/IBHO-KOMHyJ'H>CI/IBHOG MNOBECACHUC, CIOXHOCTDH

B NPUHATUHM H3MEHEHUM. HenaBHuM MeraaHanus, BKIFOUMBIIUN

786 uenosek ¢ CIIB, mokazain, uto B 26,7 % ciaydaeB moBeaeHYE-

CKHE OCOOCHHOCTH MAIlMEHTOB COOTBETCTBOBAJIHM KPUTEPHIM pac-

CTPOMCTBA ayTHCTHUECKOTO CIEKTPa.

OnHoii 13 BaXKHBIX IPOOIIEM SIBIISIETCS] CKIIOHHOCTD K JIEpPMaTHII-

JIOMaHUU (KOBBIPSIHUE KOXKU M CIIM3HMCTBIX 000JIOYEK), YacTO MpH-

BOJISIIIAsE K XPOHMUECKUM OTKPBITHIM f3BaM, MX MH(UIIUPOBAHUIO

1 00pa30BaHUIO PYOIIOB.

OHpokpuHHble npossiaeHus CIIB:

1.

['unoronagusm CBs3aH C HU3KOM KOHUEHTpALMEN TOHAHO-
TPOIIMHOB, YTO IMPUBOJUT K HETIOJIHOMY, 3aJA€PKAHHOMY WUJIH
HAapyLIEHHOMY TI0JIOBOMY Pa3BUTHIO.

Bo3Hukas He3aBUCMMO OT MOJa, MPOSBISIETCS B BUIE
BPOXKJAEHHON I€HUTAJIBHOMN TUIIOIJIA3UH, & B JaJIbHEUIIIEM —
Oecrutoausi y OOJIBIIMHCTBA MAIIEHTOB.

JIns manreHTOB MY>KCKOTO IOJIa XapaKTEPHbI MUKPOIICHUS,
runomiasust MomoHku, B 80-90 % ciaydaeB — OHOCTOPOH-
HUU WUJIU IBYCTOPOHHUIN KPUIITOPXU3M.

VY neBouek Malble pa3Mephbl MaIbIX U OOJBIINX MOJIOBBIX T'y0
YacTO OCTAIOTCS He3aMEUCHHBIMU.

3agep:xkka pocra ormeuaercs y 60—70 % mnanueHToB, B

HCKOTOPBIX CJIy4dasiX CTAHOBUTCS 0‘-I€BHZ[HOI71 JIUIIb ITOCJIC
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10 net. OtcyTeTBUE MyOEpTaTHOTO CKAuKa MPUBOAUT K CPe/i-
HeMy pocTy 6e3 neueHus 155 cm y myxuut u 148 cMm y xeH-
mmH. Jledumur CTI BeIsIBIsSETCS U Y B3POCTBIX MAI[EHTOB,
B CBSI3U C YEM JICUEHUE COMATPONMHOM I10KA3aHO KakK JJis
JeTel, Tak u A B3pocibix aronei ¢ CIIB.

3. Caxapnbiii quabet 2 Tuma nopaxaer okoyuo 25 % mnaiueH-
TOB, B cpeiHeM MaHudecTHpys B Bozpacte 20 JerT.

4. Bropu4Hblil THIIOTHPEO3 BCTpedaeTcs B 25 % ciayyaes.

5. BTOpHUYHBIN TMIIOKOPTULIM3M — KPAWHE PEIKOE OCIIOKHEHUE
CIIB, Bctpeuaercs y 1,2 % B3pocubix ¢ CIIB u vacro He
MIPUBOJIUT K HEOOXOAUMOCTH NMPUMEHEHUS THIPOKOPTU30HA
Ha IIOCTOSIHHOM OCHOBE.

6. OxwupeHue pa3BUBaeTCS BCJICACTBHE THIEpParundeckoro
MOBEJICHUSI U CHUKEHHOI'O pacxofia SHEPTuM (M3-3a CHUKE-
HUSl JBUTATEIIbHOM AKTUBHOCTH WM CHWXXEHMS MBIIIEYHON
MacChl TeJa).

Xapakrep pacupeneneHuss XUPOBOW TKAHW LICHTPAJIBHBIN
(>kuBOT, sromuIlel, Oempa). OTAETBPHO OTMEUYAIOT OTHOCH-
TEJIbHO HEOOJBIIOE CONIEpKaHUE BHCLEPATIBHOIO JKHpa, HE
KOPPEIUPYIOLIEE CO CTENEHBIO OKUPEHUS.

O>XMpeHue U ero OCIOKHEHUsI ABISAIOTCS OCHOBHBIMU IpU-
yrHaMu 3a6oseBaeMoctd 1 cMeptHocTy nipu CIIB. Ilo nan-
HbIM HECKOJBKUX KPYIHBIX HCCIIEJOBAHMMH, IbIXaTeiabHas
HEIOCTAaTOYHOCTh — Hambosiee YacTas MPUYMHA CMEPTH Y

JeTeH, a CepAeYHO-COCYINUCThIE 3a00JIeBaHMSI — Y B3POCIbIX.
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Tadmuua 4. Knuanueckue npusHaku cunapoma Ilpanepa — Bumm

Boszpacr Kinnnyeckne npu3HaKku

HeonaranpHblil nepuon ['unoTonus, BANOCTH cCOCaHUS

1 mecsm — 2 roma TI'unoToHus, BSUIOCTH COCAHUS.
3azeprkka pa3BUTHUS

2—6 ner HeoHnaranbHas TUIIOTOHUS, BSJIOCTh COCaHHS B
aHaMmHe3e. 3a7eprkKa ICHXOMOTOPHOTO W/HITH
PEUEBOrO Pa3BUTHS

6—12 et HeonaranbHast THIIOTOHUS, BSIJIOCTh COCAHHS B
aHaMHe3e. 3a/IepXKKa ICHXOMOTOPHOTO W/HITH
Fequoro pas3BHUTHSL.

unepdarus, OKUpPeHUe (IPH OTCYTCTBUH
KOHTPOJISI 32 TIMIIIEBBIM ITOBEJCHUEM peOeHKA)

13 et u cTaprmre YMCTBEHHAS OTCTANOCTb.

T'unepdarus, oxkupeHUE, TUITOTOHATI3M,
00CeCCHBHO-KOMITYJILCHBHBIE PACCTPOMCTBA,
BCIIBIIIKY THEBA.

I'unoronaioTpONHbBINA TUIIOTOHAIN3M

Ta6auua 5. @a3pl TUTaHUS JIOACH C CHHIPOMOM
IIpanepa — Bumnu [25]

da3a Cpennmii Bo3pact | XapakTepHCTHKH
0 Ot npenatanpHoro | CHIDKEHHE IIEBEICHUS II0/a,
JI0 POXKICHUA He3Ha4YUTEeIbHAs THIIOTPO(HS,
HepeKo — ac(hUKCUs
la OT poKaeHUs CHIKeHue anneTura Ha poHe TUIIOTOHUU
10 9 mec. 1 BSUIOCTH COCAHUS
16 9-25 mec. ViydiieHue anneTura U MUTaHus;
MPaBWILHBIA POCT
2a 2,1-4,5 rona Habop Beca 0e3 ycuiIeHUs alIeTHTa Hiln
M30BITKA TIOTPEOICHNS KAIOPHit
26 4,5-8 ner [ToBrImIeHNE anmeTHTa U MOTPEOICHIsIC
KaJIOPHii, COXPAaHHO TyBCTBO HACBIIICHUS
3 818 et l'umepdarnus, peakoe TyBCTBO HACHIIICHUS
4 B3spocibie B HEeKoTOpBIX ciTydasx anmeTuT
HOpMaJIU3yeTcst

Ceblaka 051 CKAUUAHUsi NEPYESHMUIbHIX KPUBLIX POCMA U 8ecd, d MAaKdlIce
OKPYIICHOCTUL 207108bL 015t Oemell PA3HLIX 803PACHIHbIX 2PYRN U NONA € CUHOPO-
mom Ilpadepa — Bunnu:
https://ipwso.org/information-for-medical-professionals/pws-growth-charts/
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Puc. 16. [lepuenTriibHbIE KPUBBIE Beca POCTa IS MATBIMKOB (BBEPXY)
u nieBouek (BHHU3Y) 3—18 et ¢ cunnpomom [pagepa — Bumm
(cruToIIHBIC TMHKUM). 3aITPUXOBaHHAS 001aCTh MPEACTABISIET COOO0M
JMana30Hbl HOPMAaTUBHEIX MTEPIICHTIUICH: 97-1 — 50-i epIieHTIb B
TeMHo# o0mactu u 50-i — 3-i MepleHTIb B CBETIION 001acTH

Bec, kr
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- [__ :__ ] _____________/_97%
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el il Mot s St 2 il 2 el 75%

e e e P e 50%
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X
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3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18
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Puc. 17. lleprieHTHIEHBIE KPUBBIE POCTA JIJISI MAITBIMKOB (BBEPXY) U
neBouek (BHHM3Y) 3—18 et ¢ cunapomom [lpanepa — Bumun
(cruToIIHBIE TUHKM). 3aITPUXOBaHHAS 001aCTh MPEACTABISIET COOO0MH
JIMana3oHbl HOPMATUBHBIX NepUeHTHIEH: 97-1 — 50-i1 nepueHTHIIb
B TeMHOU o0siacT 1 50-# — 3-i MepLeHTHIIb B CBETIION 001acTH

PocrT, cm N
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170 90 %
L — -
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160 50%
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150 10%
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Puc. 18. [lepuenTunbHble KpUBbIEe Beca ajis AeBodyek 0-3 ser
¢ cuaapomoM Ilpanepa — Bumu (crutomrnslie inann). HopMaTuBHBIH
50-11 mepueHTWIb BbIIETEeH MyHKTUPHOW JIMHUEH
Kr
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Puc. 19. [lepuenTunsHble KpuBble Beca i MansunkoB 03 net
¢ cuaapomoM lIpanepa — Busmu (croommabie muHuN). HopMaTHBHBIN

50-1# nepLeHTUIb BhlIIeJIEH IIYHKTUPHOM JIMHUCH
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Puc. 20. [lepuenTunbHbIe KpUBBIE pocTa s aeBouek 0-3 et
¢ cunapomo llpanepa — Busnu (crommasie nuann). HopmaTtuBHBIN
0-1 mepLeHTUIb BbLIENIEH IYHKTUPHON JTUHUEN
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Puc. 21. [lepueHTHIIbHBIE KPUBBIE pOCTa AJIs1 MaJIbduKoB 03 et
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CHHAPOMAJIBHBIE ®OPMbI HU3KOPOCJIOCTH: CIELU®NYECKHE KPUBBIE POCTA

Cungpom Jlapona
VnerpaopdanHOoe ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHuE,
XapakTepusylomieecss rpy0oil 3anep>XKol pocTa, BBI3bIBA-
€MOH PE3UCTEHTHOCTHIO K TOPMOHY pOCTa Ha YPOBHE TKa-

Hel-MulleHen BeieacTeue narojioruu peuenrtopa Kk CTT.

JTHONOTHA

[IpuunHamu 3a0oneBaHUsl SABJISIOTCS BapUaHTHBIE alep-
pauuu B reHe peuenrtopa ropmona pocta (GHR) u B rene
nmpeoOpas3oBaressi CUTHaIa U aKTUBAaTOpa TpaHCKpUIuu 5B
(STAT5b), npuBomsine K pa3BuTHiO cuHIapoma Jlapona, B

TOM YHCJI€ B COYSTAHUH C UMMYHOAEHUIIUTOM [26].

INUAEeMHOJIOT U

ToyHas pacnpocTpaHEHHOCTb cuHApoMma JlapoHa Hewus-
BECTHA, 3a00JIeBaHNE OTHOCHUTCS K YIbTpaop(daHHBIM, YaIlle
BCTpEUAETCs B OJIM3KOPOACTBEHHBIX Opakax (B 3aKPBITHIX MO-

nynsanusx) [26].

HUcropus

3aboseBanue BIEpBbIe ONMUcaHo B 1966 roay n3pamsibCKUM SH-
JIOoKpuHOJoroM Zvi Laron, kotopslii emte ¢ 1958 rona nabmionan 3a
IPYIION MAMEHTOB C HU3KUM POCTOM U MOBBIIIEHHBIM/HOPMaJlb-
HBIM YPOBHEM COMAaTOTPOITHOTO ropMoHa. MccnenoBanust T0KTopa

[{Bu JIapoHa moIOkKUIM HAYaJIO U1 OMMCAHUS LIEJOW TPYIIIbI 3a-
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60J'I€BaHI/II\/JI, CBS3aHHBIX C TAXKCJIBIM IICPBUYHBIM I[G(I)I/II_[I/ITOM HUHCY-

nmuHomnonooHoro ¢gakropa pocra 1 (MDP1) [26].

Kiannuveckas kapTuHa

Jns marmmenToB ¢ cunypomoM Jlapona (CJI) xapakTepHbl HOp-
MaJbHbIE POCTO-BECOBBIE NOKA3aTeNIU MPU POXKICHUM, B HEKOTO-
PBIX CIIy4asiX — YMEPEHHO CHMIKEHHBIE [TOKa3aTeNn JUIMHbI Tena. C
NIEPBOTO T0Ja )KU3HU HAapacTaeT CTENEHb 3aJEepPKKH pocTa U Ipo-
rpeccupyeT U30bITOK Beca.

BBuny nenocrarounoctu MU®P1 B mitaneHuecTBe 4acTo pa3Bu-
BalOTCS TMIOITIMKEMUH.

@DeHOTHUI MALMEHTa HEKOTOPhIE aBTOPHI OMUCHIBAIOT KaK «00pa3
KyIHJIOHa»: «KYKOJIbHOE» JHIO (BBICTYHAIOIUI J100, 3amaBliias
MEPEHOCHILIA, TOTyObIe CKIIEPhI, TOHKUE U JJOMKHE BOJIOCHI, KOPOT-
K€ KOHEYHOCTH ), HU3KUH POCT, U30BITOK BECa, BBICOKUM TOJIOC.

XapakTepHa 3aJiepKKa I0JI0BOTO CO3pPEBAHUS ¢ COXpaHHOH dep-
TUJILHOCTBIO B anibHeleM [27, 28].

Jnarnoctuueckumu kpurepusimu CJI sBisroTCsT HOpMaJlb-
HbI Wiu noBbIIeHHBIH ypoBeHb CTI, HOpManbHBIA BBIOpOC
CTT' ma CTI-cTUMYISIMOHHBIX Npo0ax, HU3KUH ypOBEHb
N®P1, ne nosbimaromuiicss Ha (GpoHe BBEIECHHS HK30T€HHOIO
comarponuHa [28, 29].

NB! MurtepecHo, uto ans aonei ¢ cuaapoMom Jlapona xapak-
TEpHBI O0JIee HU3KKE TTOKa3aTe I 3a00IeBaeMOCTH T1abeToM U OH-

KOJIOTHUeCKUMH 3a0oneBanusmu [30].
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YuuTteiBas maroreHe3 3a00JIeBaHUs, TEPAIUs COMATPOITUHOM Y

nanueHToB Hedd(hekTuBHA. B HacTosIiee Bpemsi IpUMEHSIETCS Tpe-

napat pekomObunanTHoro M®P1 (mmpoxo npumensercs B CILIA u

EBpornie, B P® 18.04.2024 BHeceH B nepeyeHb JIeKapCTBEeHHBIX

npenaparos, 3akynaemsix ®ongom «Kpyr oopa») [31-33].

Hwxe npuBeieH eIMHCTBEHHBIN JOCTYIHBINA TpauK pocTa s

MAIMEeHTOB ¢ CUHIpoMoM JlapoHa, omyOnukoBanHblid B 1993 rony B

crarbe Z. Laron u coast. [34].
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AXOHApPOILIA3UA
Haubonee yacras ckeneTHast AUCILIa3ud, CBA3aHHAA C HCIIPO-

MOPLUMOHAIIBHOW HU3KOPOCIOCTHIO.

JTHONOTHSA

[MpuunHOil pa3BuTHs 3a00JEBaHUS SBIAIOTCS BapUAHTHBIC
abeppauuu B reHe FGFR3, koqupylomieM perentop ¢akropa po-
cra ¢pubpobaactoB 3. [mnepakTuBanus perentopa myTeM aKTHBaA-
LM MUTOTEH-aKTUBUpyeMoi nporenHkrHassl (MAPK) npuBogut
K IOJIaBJIeHUIO rponudepannu u qudepeHIrpOBKH XOHAPOLIUTOB
B pocTOBOM mactune [35, 36].

Tun HacnegoBaHUsS — AyTOCOMHO-IOMHWHAHTHBIN, XapaKTepHA
II0JIHAs TEHETPaHTHOCTh. B 99 % ciyuaeB BBIABISAETCS reTEpO3U-
roTHslil Bapuant ¢.1138G > A, a'y 1 % — Bapuanr ¢.1138G > C,
B CBSI3U C Y€M JUIsl JUArHOCTUKU 3a00JIeBaHHS PEKOMEHIYeTCs
TeHETHYECKOe MCCIeOBAaHUE JBYX JAHHBIX BapHaHTOB B TeHE
FGFR3 [36]. lIpu arunnuHoi popme 3a001eBaHUsT PEKOMEHI0Ba-
HO TPOBEJCHHE PACIIMPEHHBIX MOJICKYISPHO-TEHETHUECKUX HC-
ClIeIOBaHMH (MCCiieJ0BaHUE MTaHEIU TeHOB/TTOTHOAK30MHOE CEKBE-

HupoBanue) [37].

INUAEMHUOJIOTUSA
[To maHHBIM pa3HBIX aBTOPOB, PACIPOCTPAHEHHOCTH aXOHIPO-
mazun coctapisier 1 Ha 10 000-30 000 >XUBOPOKIEHHBIX, MOJIO-

BBIX M PACOBBIX OTJIMYUH HE BbIsBIEHO [37].
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Kiannuveckas kapTuna

Ta6aununa 6. KiinHuueckue npu3HaKu aXOHIPOILIA3UU

Bo3spacTHoii nepuog

Ipuznakn

[IpenaranpHbIH (110
JIaHHBIM YJIBTPa3BYKOBOTO
ncciaenoBanus ¢ 2226 Hex.)

KopoTkne KOHeUHOCTH, MaJeHbKast

JUINHA TeJla C PU30MEJINeil, HICKPUBIICHUE
OespeHHOl KOCTH, 3aMEJICHNE POCTa
OepeHHOM KOCTH C 26 HeJl., COOTHOIIIEHUE
JUINHBI OEJPEHHON KOCTH K JUIMHE CTOIIBI
<1, OpaxHIaKTHIH ¢ Tpe3yOuaToit
KOH(UTYypalen KUCTH, y3Kasi TpyaHas
KJIeTKa (IIPU OTCYTCTBUU T'MITOILIA3UU
JIETKUX), XapaKTEPHBIE YEPTHI JIMIA
(BBICTYHArOIINE JTOOHBIE OYTPBI, THIOTLIA3HS
Cpe/IHeH 4acTH JINIA, YIUIONIeHHAs!
MIEPEHOCHIIA), KBaJPATHBIC KPBUIbS
TO/IB3/IOIIHBIX KOCTEH, MHOTOBOJIUE

HeonaranbHb1it/
IMOCTHATAJILHBIN

Muxpornedarnusi, IAPOKHAN, TIIOCKHNA
7100, TUIOCKas! IEPEHOCHIIA, MANIbIbI B
¢dopme Tpe3yOIia, HePOIOPIMOHATbHAS
HH3KOPOCIIOCTH C PH30MEITNIECKIM
YKOPOYEHHEM KOHEUHOCTEH
(TIpOKCHMaIIbHBIE CETMEHTHI IIJIEYEBON U
OepEeHHON KOCTEH HEPOIOPITHOHAIEHO
KOpOY€ AUCTANbHBIX CETMEHTOB),
N30BITOYHBIE KOXKHBIEC CKIJIQJIKH Ha
KOHEYHOCTSIX, JUTMHHAS U Y3Kas TPyIHAs
KJIETKa, HeOHaTaJ bHasl THUIIOTOHNS,
BBIPAKEHHBIN MOSCHUYHBIN JIOPJ103

AxoHmporiazusi — 3a0oJjieBaHUE, TpEOyIomee MEKIUCIIN-

IJTMHAPHOTO TOAXO0Ma. AMEpPUKAHCKasi acCoIalvs TEeIUaTpoB B

2020 roxy mpeacraBuia rpaduk HaOMIONEHUS 3a 3I0POBHEM ITa-

IIUCHTOB C aXOHAPOIUIa3UeH, KOTOPBINA MOApa3zyMeBaeT HEOOXOIH-

MOCTH aHTPOTIOMETPHHH, OCMOTPa HEBPOJIOTOM, OTOPHHOJIAPUHTO-

JIOIOM B PAa3HbIC BO3PACTHBIC MEPHUOAbI, 4 TAKXKE JOIMOJTHUTCIIBHBIX

06CJ'I€,Z[OB3HPII>1 C OCJIBIO CBOCBPEMEHHOI'O BEISABIICHHA BO3MOXKHBIX

ocloxHeHui [38].
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PenTrenomornueckuMu NpHU3HAKaMU aXOHAPOIIIIA3UU ABJISIFOTCA

JUCIIPOIIOPLMSA JIMLIEBOW U MO3TOBOW 4acTeH uepena, yMEeHbIICHNE

3aTbIJIOYHOTI'O OTBEPCTHA, YKOPOUCHUC OCHOBAHUA YCPCIIa, YKOPO-

YeHUEe M YTONIIEHHE TPyOuaThIX KOCTEH, TUMU4YHas (opma Taza

(pa3BepHYTHIE KPBLIbs NOAB3IOLIHBIX KOCTEH, YIIJIOLEHUE KPBIIIX

BEpPTIIY>)KHBIX BIAJIMH). B MOsSCHUYHOM OT/ENEe XapakTEepHO CyXKe-

HHUC PpACCTOAHUSA MCIKAY KOPHAMU NY7KCK II0O3BOHKOB B Kay/1aJIbHOM

HaIpaBJICHUU.
NB!

Jrony ¢ axOHAPOIUIA3UE IOIBEPKEHBI BBICOKOMY PHUCKY
Pa3BUTHUS HEBPOJIIOTMUECKUX OCIIOKHEHUU B CBS3U C AaHOMA-
JUSIMU KPaHUOLIEPBUKAJIBHOIO IIEPEXO/a.

BBumy ocoOeHHOCTEH aHATOMHH CIYXOBOTO IPOXOJAa IS
JrOfied ¢ axoHAPOIUIa3Hel, B 0COOCHHOCTH B JETCKOM BO3-
pacre, XapakKTepHO pa3BUTHE CPEIHETO OTUTA C IOCIELYIO-
LIEH TYTOYXOCTBIO.

W3-3a yBenmuueHUs MHHIAIMH, TJIIOCCONTO3a U CJIA00CTH
MBIIIL] IVIOTKM MALUEHTHl C aXOHAPOIUIA3UEH IOABEPIKEHBI
BBICOKOMY PUCKY OOCTPYKTHBHOT'O aIlHO?.

JIns nroneit ¢ axOHAPOIUIa3uel MOBBILIEH PUCK CEPAEYHO-CO-
CYIHUCTBIX 3a00JI€BaHUM, YTO CBSA3BIBAIOT C MEHBIIECH POI0I-
JKUTEIBbHOCTBIO UX KU3HU OTHOCHUTEIILHO 30POBOM IOIYJIs-

.

B HAacToAICC BpEMA MJIA JICUHCHUSA AXOHAPOIIA3MKU AKTHBHO

IIPUMEHSETCs Tpernapar aHajaora HaTPUMYpETUYECKOro MENTHAA

tuna C (BOCOpUTHU), AEUCTBUE KOTOPOTO COCTOUT B MHI'MOMpPOBa-
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Hun MAPK-niytn Ha ypoBHe RAF-1, uto yBennuuBaer nponude-
pamuio u AudPepeHInpoBKy XoHapouuToB >mudusa. Ipemapar
BHECEH B NlepeYeHb JeKAPCTBEHHBIX NPenaparoB, 3aKylnaeMbIX
®ongom «Kpyr loopa».

B 2022 romy omyOnukoBan MexXIyHapOIHBIH KOHCEHCYC IIO
JUArHOCTUKE, MEKIUCIUIUIMHAPHOMY BEICHUIO U TIOKU3HEHHOMY
yXOAy 3a JIMIaMHM ¢ axoHaporiasuei [39].

Cebika 0 ckauuganust 2paghuros pocma 071 NAYUEHMOS8 ¢ AXOHOPONIAZUEHL.
https://liltlepeopleuk.org/information—about—dwar%sm—conditions/growth—charts
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Puc. 23. [lepuenTunbHbie KpuBBIE pocTa s aeBouek 0—3 (TpaBbrit
HIKHAN yron) u 0—18 jeT (BepxHHUe KpUBbIE) C aXOHAPOTIIa3neH.
3amTpuxoBaHHast 001aCTh IPEACTABISIET COOOH JTnana3oHbI

HOPMAaTHBHBIX NEPLEHTUIICH (B 340POBON MOMYIISLIIN)
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Puc. 24. [lepueHTUIbHBIE KPUBbIE pOCTA AJI1 MaJIbduKoB 03 et
(TpaBBIil HIOKHAN yron% n 0—18 neT (BepXxHUE KpUBHIE)
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FI/IHOXOHI[pOHJIafiI/Iﬂ
CDopMa HU3KOPOCIOCTHU CO CXOKUMU C aXOHIIpOHJIaSI/Ieﬁ mposAB-
JICHUSAMHU, HO XapaKTCPpU3YIOIIasiCsl MCHCC BBIPAKCHHBIMU CKCJICT-

HBIMH aHOMAJIUSMU.

JTHONOTHSA

[MpuunHoil pasBuTus 3a00JIeBaHUsI SIBISIOTCS BapHAHTHBIC
abepparmu B reie FGFR3. Tun HaciaeqoBaHUs — ayTOCOMHO-0-
MUHAHTHBINA. B 50 % cityyaeB BBISBIISAIOTCS T€TEPO3UTOTHBIE BapH-

antel ¢.1620C > A, ¢.1620C > G n c.1619A > C [40].

NMUIeMHOJOT U
B cBsi3u ¢ MATKUM (DEHOTUIIOM TUTIOXOHAPOTIIA3HS YACTO OCTa-
€TCSl HeMArHOCTUPOBAHHOW, C YeM CBSI3BIBAIOT OTCYTCTBHE TOY-

HBIX JJAHHBIX O PaclpOCTpaHEeHHOCTH 3aboneBanus [41].

Kiannuveckas kapTuna

B oTnnume ot axoHIpOIUIa3uu, IPU THIIOXOHAPOIUIA3HH OTCYT-
CTBYET KOCTHasl MaToJIOTHsI Yeperna M Tasza (roJioBa W JIUI0 HOP-
MaJIbHBIX Pa3MepoOB, CTPOEHHE Ta3a HOpMaibHOE). BBUIY OTCYT-
CTBHSI TIAaTOJIOTMM 4Yepera HEBPOJOTMYECKash CUMITOMATHKA ISt
MAIMEeHTOB HE XapaKTepHa.

XapakTepHO YKOPOUEHHUE MAJBIEB C HOPMAJIBHBIM UX PaCIIOJIO-
KEeHueM (He Tpe3yOuaroe), OonpliedepiioBast KOCTh HE MCKPHBIIE-

Ha, Maio0epIoBasi KOCTh HE YKOPOUCHA.
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Pentrenonornyeckue mMpu3HaKu TMIIOXOHAPOIUIA3UU: BOTHY-
ThI€ KOHTYPBI 3aJHEH MHOBEPXHOCTH MOSICHUYHBIX IO3BOHKOB,
YKOPOYCHHBIC W YTOIIIICHHBIC TUICUEBbIC M OCAPECHHBIC KOCTH,
anu(U3bl KOJIGHHBIX CYCTaBOB «KBaJpaTHOI» (HDOPMBI, TOKTEBAsI
KOCTh B 00JIaCTH JIy4e3arsiCTHOTO cycTaBa ykopoueHa. CIIUHHO-
MO3IrOBOM KaHaJl, B OTIMYME OT MALMEHTOB C aXOHIAPOIUIA3UEH,
HE Cy>KaeTcs B KayJaJbHOM HAIPABJIEHUH, & OCTAECTCA IPUMEPHO
OJIMHAKOBbIM [41].

Cebika 01 crauusanus 2paghuxos pocma 0sk NAYUEeHMo8 ¢ UNOXOHOPONIAZUEHL:
https.//littlepeopleuk.org/information-about-dwarfism-conditions/growth-charts
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Puc. 25. [leprieHTHIBHBIE KPUBBIE POCTA, BECa M OKPY>KHOCTH TOJIOBEI

100 1

201

154

101

501

40 1

JUTSL IeBOYEK (ClieBa) U MaIBbUUKOB (cnpaBa) 0—4 et
C TUIIOXOHIPOILIAa3uen

LOeBoukn

Manbs4unku

W9 ‘L90d

M ‘oag

ALY

WD ‘19800l 9190HXADNQ

=

-
n
w

4

Bospacr, ner

NepueHtnan: — 2-4 — 9-f — 25-0 — 50-1 — 75-f — 91-h — 98-

0

E

.

56




CHHAPOMAJIBHBIE ®OPMBI HU3KOPOCJAOCTHU: CHIEHU®HUYECKHE KPUBBIE POCTA

Puc. 26. HepHeHTI/IHLHBIe KPHBEBIC POCTA, BECAa U OKPYKHOCTH I'OJIOBLI
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