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B HacToslell MHCTPpYKUMH MO NPUMEHEHUIO (Janee — WHCTPYKLHA)
U3JI0’KEH METOJI AMATHOCTUKU F'€HETUYECKUX (POPM HM3KOPOCIOCTH, KOTOPHBIH
MOJKET OBITh MCIIOJIb30BaH B KOMIUIEKCE MEAMIIMHCKUX YCIIYT, HAPaBIECHHBIX
Ha PaHHIOK JHArHOCTUKY TI'E€HETUYECKHX 3a00J€BaHUN MPOSBIISIOMIMXCS
3aJIepKKU POCTa U HU3KOPOCIIOCTHIO.

Hacrosimass uWHCTpYKUMs MpedHa3HAu€Ha Uil Bpadyei-TeHETHUKOB,
Bpa4YEN-3HJOKPUHOJIOTOB, Bpayerl-OpTONEIOB, HWHBIX BpayeK-CIICIUAIUCTOB
OpraHu3alMil 30paBOOXPAHEHUS, OKa3bIBAIOIIMX MEJULIUHCKYI IOMOIIb
NalMeHTaM B CTAallMOHApHBIX W (WIM) amMOYJATOPHBIX YCIOBUAX, U (WJIN)

YCIOBHAX OTACJICHUA THEBHOI'O Hpe6BIBaHI/ISI.

INIOKA3AHUS K IIPUMEHEHHNIO
ITarmenTs! ¢ JUIMHOM Teja HYOKE 3 LEeHTwiId mwirm MeHee —2 SDS s
COOTBETCTBYIOIIETO XPOHOJOTMYECKOTO BO3pacTa M MoJia MO OTHOUIEHHIO K

cpeaHuM nokazarensm pocta (R62.8, Q87.1).

IMPOTUBOINIOKA3AHUSA K IPUMEHEHUIO
[TanieHTHI ¢ MOKa3aTeNsIMH JAJIMHBI TeJla BBINIE 3 MEHTHIA WK OoJiee —2
SDS. 3anmepkka pocta, CBsi3aHHAs C XPOHUYECKUMHU COMATHYECKUMU

3200JIEBAHUSIMMU.

NEPEYEHb HEOBXO/JUMBIX MEJIUIIMHCKNX U3EJIU:
Poctomep BepTHKanbHBIM MEIUUWHCKUN, POCTOMEDP TOPU3OHTAIBHBINU,
JUTsl OLIGHKU JIJIMHBI Tejla peOeHKa rpyAHOr0 BO3pacTa, CAHTUMETPOBas JICHTA,
BECHI MEJUIIMHCKHE, BECHI JIJI1 HOBOPOKIEHHBIX (PJIEKTPOHHBIE).
WNHble MENUIIMHCKUE WU3AENUS, UCTIOIb3YEMBIE ISl peAIM3allii METO/a,

H3JI0OKCHHOI'O B MHCTPYKIHNH



TEXHOJIOI'USA PEAJIN3ALINNU
N3mepeHue U OlEHKA JJMHBI, MACChl Teja, OKPY’KHOCTH T0JIOBBI,
JNJIMHBI BEPXHUX U HUKHUX KOHEYHOCTEH

VY mNauuMeHTOB OCYIIECTBIISIETCS HW3MEPEHHE JUJIMHBI, MAacChl Tela,
OKPY>KHOCTH TOJIOBBI, JJIMHBI KOHEYHOCTEH.

Ouenka TmoKa3arelied MpoBOAMTCS B ILEHTWISIX wWin Z-Score ¢
UCIIOJIb30BaHUEM TpauKOB, TAOMUIl WM KOMIBIOTEPHBIX MPOTPAMMHBIX
cpenctB Anthro u AnthroPlus (2009) B cOOTBETCTBUUM € KIMHHUYECKUM
npoTokojgoM  «OpraHuzanus  JIeHeOHOTO  NUTaHud  HpU  OEJIKOBO-
PHEPreTUYECKOW HEIOCTATOYHOCTU (IETCKOE HACEJIEHHUE)», YTBEPKIACHHBIM
[loctanoBnennem Ne 109 MunucrepctBa 3apaBooxpaHeHus PecnyOnuku
benapycs ot 20 nexabps 2017 rona.

OuneHka KJIMHUYECKHMX MNPOSIBJIEeHHHA 3200/1eBAHUA U COOTHOLIECHUS
AHTPONMOMETPHYECKHUX MOKa3aTesei

I[Ipu pnune Ttena Hmwxke 3 uUeHTWIA wikd MeHee —2 SDS s
COOTBETCTBYIOIIETO XPOHOJOTMYECKOT0 BO3pacTa M IoJia MO OTHOLIEHHUIO K
CpPEIHUM MOKa3aTeIsIM pocTa, cOOTBETCTBYOUM S0-mMy neHTwiito uinu 0 SDS
0 JAaHHBIM Z-score y AETeH, MPOBOJIUTCS MOCUCTEMHAs OLIEHKAa COCTOSIHUS
MalKeHTa ¥ BBIABJICHUE CHENU(UUECKUX, MAaTOTHOMOHUYHBIX IS Ka)XJ0TO
OTIETBHOTO  CUHAPOMA,  JAMArHOCTUYeCKuX  mnpusHakoB.  IlepeueHb
crenu(pUYecKuX KIMHUYECKUX CHMITOMOB HACIEICTBEHHBIX CHHIPOMOB,
COMPOBOXK/IAFOIIUXCS HU3KOPOCIOCThIO, MMPEJICTABJIEH B MpHIIOKEeHUH 1.

[Ipu 3HaueHNW TIOKA3aTeNs JUIMHBI Tela HIDKE 3 MEHTWIS WiId MeHee —2
SDS and COOTBETCTBYIOIIETO XPOHOJOTMYECKOrO0 BO3pacTa W Moja
(HM3KOpOCJIOCTH) W TOKa3aTelsl OKPYKHOCTU TOJIOBBI HUKE 3 LEHTUIIS WU
MeHee ~— —2 SDS (Mukponedanun) UCIIOJIBb3YETCS «ANTOpUTM

nuddepeHnaIbHON TUATrHOCTUKU HaCJIEICTBEHHBIX CHHIPOMOB,



COIMPOBOXKAAIOIIUXCS HU3KOPOCIOCTHIO U MUKpoIehanuein», mpeacTaBIeHHBIMN
Ha pucyHke 1.

[Ipu 3HaueHWU TOKa3aTess JUIMHBI Tela HIDKE 3 LEHTUIA WM MeHee —2
SDS nans  COOTBETCTBYIOIIETO  XPOHOJOTMYECKOTO BO3pacTa H  IMoJia
(HU3KOPOCIIOCTH) M TOKa3aTelisi OKPYXHOCTH TOJOBBI B  Mpejenax
HOPMaJbHBIX 3HAYEHUH UCHOIb3yeTcs «Anroput™m auddepeHiumaiLHon
JTMArHOCTHKHU HACJIEICTBEHHBIX CUHPOMOB, COMPOBOXKAAIOITUXCS
HU3KOPOCJIOCTBIO M TOKA3aTENsIMH  OKPYXHOCTHM TOJIOBBI B Mpelenax
HOPMAaJIbHBIX 3HAUYCHUI», KOTOPHIN MPEJICTABICH HA PUCYHKE 2.

[Ipu 3HaueHuM MoKa3arelssd JUIMHBI Tela HIKE 3 LEHTWIA WM MeHee —2
SDS pans  COOTBETCTBYIOMIEIO  XPOHOJOTHMYECKOTO BO3pacTa H  IMoJia
(HU3KOPOCIIOCTH) M MOKA3aTeNsl OKPYKHOCTH TOJIOBBI BBINIE 97 IEHTUIA WIH
obonee  1,5-2 SDS  (makporedanuu)  UCHONB3YETCA  «AITOPUTM
muddepeHranbHON JTIMAarHOCTUKHU HACJIEJICTBEHHBIX CUHJIPOMOB,
COMPOBOKAAIOUIUXCSI HU3KOPOCIOCTRIO U Makpoliedaaneil», IpuBeIeHHbIN Ha

pucyske 3.



Huskopociocts
JuHa Teira MmeHee -2 SDS ot cpennero 3HayeHus

\ 4

Muxkpouedanus
MoKAazaTelh OKNDVIKHOCTU TONORK <-2 SDS oT cnennero :navenuns

l l

OTcyTCTBUE HAPYIICHUN MTPOTIOPIIHIA Hapymenue nponopuuii AJIMHbBI
JUTMHBI TYJIOBUILA U KOHEYHOCTEMN TYJIOBUIIA U KOHEUHOCTEN

\ /

Crienuduyeckne KIIMHUYECKUE MPOSIBICHUS

A 4

LuToreHeTnueckoe uccieq0BaHNe (CTAaHAAPTHRIN aHATN3 KAPHOTHIIA)

— .

Hopmanbnsiii kapuotun:46,XX wiu 46,XY Hapymenne xkapuotuna

— . }

CHHIOPOMBI ~ XPOMOCOMHOM Cunapom [ly6osuna,
HEeCTaOMIIBHOCTH: Kokketina, ne Jlanre,
cunapoMm biyma, Huiimeres, PyOunmreiina-Teiiowu,
anemus OaHKOHU, aTaKCHSI- Cwmura-Jlemnn-Onurmna
TEJaHTHOIKTa3Us, CHHJIPOM
uMMyHOeunTa-
LEHTPOMEPHOI
HECTaOMITBPHOCTH-THIIEBBIX
anomanmii (ICF- cuaapom)

l ,,

XpomocoMHas 60JIe3Hb

IluToreneruyeckoe,
MOJIEKYJIAPHO-TEHETHUECKOE
HCCIIEIOBAaHUE CUHIPOMOB
XPOMOCOMHOMU
HECTAOUIBHOCTH

MonekynspHO-TEeHETHUECKOE
HCCIIEIOBaHUE CUH/IPOMOB,
00yCIIOBIEHHBIX MYTaIHSMH
KPUTHYECKHUX TEHOB

(MLPA. NGS)

l

l

MCI[I/IKO-FCHCTI/I‘{CCKOC KOHCYJIbTUPOBAHUC

Pucynok 1 — Agjroputm  auddepeHmaibHol  JUAarHOCTUKHU
HACJICJICTBEHHBIX CHHAPOMOB, COTPOBOXKIAIOIIUXCS HU3KOPOCIOCTBIO U
MUKpo1iedanueit



HuskopociaocTh
JUTMHA Tesa MeHee -2 SDS oT cpenHero 3HaueHUs

A 4

Ilokazarenn OKPY>XHOCTHU I'OJIOBBI B IPC€ACIaX HOPpMaAJIbHBIX 3Ha4YCHUH

l

OTcyTcTBHE HApYIICHUH MPOTOPIHMA JUTMHBI TYJIOBHINA H KOHEYHOCTEH

A 4

CHCHI/I(bI/I‘ICCKI/IC KIIMHUYCCKHUEC IIPOABJICHUA

A 4

[urorenernueckoe UCCiIeIOBaHUE (CTAHIAPTHBINA aHAIN3 KAPUOTHIIA)

- o~

Hapymenus kapuoruna Hopmanbsrit kapuotumn:46,XX unu 46,XY
A A A
Hacnencteennsie c B 5 5
CHHJIPOMBI, 0GYCIIOBIEHHBIE WUHIPOMBI ) HYTpUYTpOOHas Hg[OKpI/IHHI:Ie
3a7epKKa pocTa 3a00eBaHus
YHUCJIOBBIMU UJIN MHKPOACTICIH ACp p COMDOBOKIALO ’ec
: NPOBOXKAIOIIUECS
CTPYKTYPHBIMHU Xpomocom P
CHHIPOM HU3KOPOCIOCTHIO
abeppanusMy ayTocoM U 0
HOJIOBBIX XPOMOCOM pbajepa-
Bunnu,
(curmpom llepermesckoro-
Teprepa) Bunbsimca

l A 4

MouteKyISIpHO-IIUTOTCHETHIECKOE UCCIICIOBAHUE
(HaMure MO3auIU3Ma 10 MOJOBBIM XPOMOCOMaM
YTOYHEHHE CTPYKTYPHOM MEPECTPOMKU ayTOCOM,
MOATBEPXKICHUE CHHAPOMOB MUKPOIEIIEIHI
xpomocom (FISH, array CGH),

A 4

Koncynbranus
, SHAOKPUHOJIOra

A 4

MCJII/IKO-FCHCTI/I‘ICCKOG KOHCYJIBTUPOBAHUC

Pucynox 2 — Agjroputm  jauddepeHuaibHOl  JUArHOCTUKHU
HACJIEJICTBEHHBIX CHHAPOMOB, COMPOBOXKIAIOIIUXCS HU3KOPOCIOCTBIO U
MOKa3aTeJISIMU OKPY>KHOCTH TOJIOBBI B Tpe/ieiiaX HOPMaIbHBIX 3HAUCHHM



HuskopociaocTh

JUTMHA Tesa MeHee -2 SDS oT cpenHero 3HaueHUs

A 4

Makpouedanus

okKasarellb OKDYKHOCTH roj1oBeI > 1.5-2 SDS 0T cpenHero 3HadyeHus

—

l

.

CuMMeTpruIHOE
YKOPOYECHUE JITUHBI
KOHEUYHOCTEH,
HECOOTBETCTBUE
NPONOPLUI AJIHUHBI

CuMMeTpuIHOE
YKOpPOUEHHE JITTMHBI
KOHEUYHOCTEH,
COOTBETCTBHUE NPONOPLUI
JUTHHBI TYJIOBHINA U

AcuMMeETpHUYHOE
YKOPOUCHUE JIJTHBI
KOHEUYHOCTEH,
COOTBETCTBHE MPOITOPIINI
JUTHHBI TYJIOBHUINA U

TYJIOBUILA U KHEYHOCTEH KOHEYHOCTEMN KOHEUYHOCTEU
l \4 v
CHCTeMHbBIC CKEIIETHBIC Cunnpom 3M, SHORT, Cunnpom

JHCIIIA3UHN:
AXOHJIPOILIA3HUS,
TICEBA0aXOHAPOILIA3HS,
TUTIOXOHIPOTIIA3HS

PobunoBa, TM30COMHBIE
00JIE3HH HAKOIUJICHUS
(MyKomoIcaxapumao3sl,
TJINKOT€HO3bI)

Paccena-CunbBepa

A\ 4

\ 4

\ 4

[utoreneTnueckoe UCCIeIOBaHUE (CTAHIAPTHHINA aHAIN3 KAPUOTHIIA)

\ 4

Hopmansssiii kapuotum:46,XX umu 46,XY

A 4

JlabopaTopHbie METOBI UCCIEAOBAHUS

po0 KPOBU M MOYH JIJIST UCKITFOUCHUS

HaCJIEICTBEHHBIX 3a00JIEBaHN 0OMEHA BEIIECTB

\ 4

MonekynsipHO-TEHETUIECKOE UCCIIeIOBAHNE CHHAPOMOB, O0YCIIOBIIEHHBIX MyTallUsIMH
KPUTUYECKUX I'C€HOB, OMHOPOANUTENLCKON AUCOMUEH, HAPYIIEHHEM METHIIMPOBAaHUS LIEHTPa
umrpuHTHHra XpoMocoM (MLPA, NGS)

\ 4

MenuKko-TeHETUIECKOe KOHCYJIBbTUPOBAHUC

Pucynoxk 3 — Aumroputm guddepeHIHaIbHON — AUArHOCTUKHU
HACJICJICTBEHHBIX CUHJPOMOB, COIMPOBOXIAIOIIUXCA HU3KOPOCIOCThIO U
Makpoliedaae



JlabopaTopHble MeTObI

JlabopaTopHbIle METOJIbl HCCIEIOBAHUS MPUMEHSIIOTCA ISl YTOUHEHUS
JMarHo3a HaCJEACTBEHHBIX CHHAPOMOB, OOYCJIOBJICHHBIX YHCIOBBIMH WM
CTPYKTYPHBIMU abeppaliisiMi ayTOCOM H TIOJIOBBIX XPOMOCOM:

- JUTA BBISIBJICHUS MO3aWIlM3Ma I10 MOJOBBIM XPOMOCOMAaM, CTPYKTYPHBIX
MEePECTPOCK  ayTOCOM —  HCCICNOBaHWE  KapHUOTHIA, MOJICKYJISIPHO-
[IUTOTE€HETUYECKOE UCCIICIOBAHNUE;

- JUIA BBISBICHUS MHUKPOJACICHHMN ayTocoM — MOJIEKYJISIPHO-
uToreHeTnueckoe ucciaenaopanue (FISH) u/mnm MonekynspHO-reHeTHYecKoe
uccienosanue (array CGH).

JIIsi yTOYHEHWs JIHMarHo3a HaCJIEeICTBEHHBIX CHHAPOMOB W3 TPYIIIIBI
HACJIEACTBEHHBIX OOJIe3HEl OOMEHa BEHIECTB — OHOXUMHYECKHUE U
MOJIEKYJISIPHO-T€HETHYECKUE UCCIICAOBAHUS;

JIisi yTOYHEHWs JWarHo3a CHHAPOMOB, CBSI3aHHBIX C MYTalUsIMU B
KPUTUYECKOM TE€HE — MOJIEKYJISIPHO-TEHETHYECKHE METObI JIa0OpaTOPHOM
nuarnoctuku (NGS, MLPA).

[lepeyeHr CHHAPOMOB, COIMPOBOXKIAIOIIMXCA HHU3KOPOCIOCTHIO C
yKa3aHWEM THWIA HaCJEAOBaHUS, T'€HOB, HUX XPOMOCOMHOHN JIOKaJU3alUH

NpeaACTaBJICH B IIPHUJIOKCHUU 2.

NEPEYEHB BO3MOKXHbBIX OCJOKHEHUHN UJIN OILIUMBOK U
IIYTU UX YCTPAHEHUASA
1. Ommbku, CBSI3aHHBIC ¢ METOAUKON M3MEpPEHHUs JUIMHBI, MacChl Tela,
OKPYKHOCTH TOJIOBBI, JJIMHBl BEPXHEH U HIKHEW KOHEYHOCTH. Jljis
peayNPEeXACHUS BOSHUKHOBEHUSI OIITUOOK ITOM IPYNIIbl HEOOXOIUMO CTPOTO
coOMogaTh TEXHUKY M3MEPEHHUS  aHTPONOMETPHUYECKHX  IOoKaszaTesei

MaryeHTa.



2. OmunbKy, CBA3aHHBIE C HAPYIIEHWEM OLEHKU aHTPONOMETPUUYECKUX
nokasareie mnauueHTta. [l mnpemgynpexneHus BO3HUKHOBEHHS OHIMOOK
TAaKOro  poJila  OIEHKAa aHTPOIIOMETPUYECKUX  MOKazarejael  JO0KHA
IPOBOJIUTHCS B LEHTWISIX WU Z-SCOTe€ C UCIOJIb30BAHUEM TI'pa(UKOB, TAOJIHIL
WIM KOMIIBIOTEPHBIX MporpaMMHbIX cpenctB Anthro m AnthroPlus (2009),

pekoMmen0oBaHHbIX BO3.



[Tpunoxenue 1

K HHCTpYKIIMH IO MPUMEHEHUIO
«MeTon nnarHocTUKu

TEHETUYECKUX (DOPM HU3KOPOCTOCTH
CnpaBoudHoe

CHCI_II/I(i)I/I‘-ICCKI/Ie KIIMHUYCCKUC CHUMIITOMBI HACICACTBCHHBIX CHHIPOMOB,
COIMPOBOKAAOMINXCA HU3KOPOCIOCTBIO

KinuHudeckne CuMITOMBI

CuHApPOMBI, COITPOBOKIAOIITUECS
HU3KOPOCJIOCTHIO

[Icuxuueckoe Pa3BUTHUC

3aneprKKa ICUXUYECKOTO PA3BUTHS

Hy6osuna, Kadyku, Kokkeiina, PyOunimreiina-
T»iib6wm, ne Jlanre, Bumbsamca, Cmut-Marenuc,
[Ipanepa-Bumnu, Cmuta-Jlemnn-Onuria,
MYKOITOJICaxapu103

WHTENneKT COXpaHHbIN

Aapckora, 3M cungpom, Paccena-CunbBepa,
bryma, Mmykononucaxapuo3

PaccTpoiicTBa noBeaeHus

Cwmut-Marenuc, Bunssmca, PyOunmreiina-
Tri16u, Cmuta-Jlemnu-Onutia, Jlybosuiia

Kpanuodarnuansueie nucMophun

Paccena-CunbBepa, 3M cunnpom, Pobunosa,

Makporedanms aXOHJIPOTIIIa3usl, TICEBI0AXOH IPOTIA3H,
TUTIOXOHPOIIIA3HS, MyKOTIOJINCAXapUI03
Pybunmreiina-T»ii6u, bayma, Hulimeren, ne

Muxkponuedanus Jlanre, Cmuta-Jlemnu-Onutia, [lyOoBuiia,

Kokkeiina

Jlunus pocta BoJsioc Ha 10y B
dbopme TpeyrojibHUKA BEPITUHOMN
BHU3 («MBIC BJIOBBI»)

Aapckora

AcuMMeTpus Iuna

Paccena-CunbBepa

TpeyronbHas ¢popma nuna

Paccena-CunbBepa, 3M cunapom, Short
CHUHJIPOM

Cuno(pus, runepTpuxo3

e Jlanre

YKopoueHHas CIIMHKa HOCa,
OTKPBITBIE KIIEPEAN HO3IPU

Cwmura-Jlemnu-Onutia, Poonnosa, 3M
CHUHJIPOM, MYKOTIOJICAXapua03

3arHyThIii KHU3Y KOHYMK HOCA
(«KIJIFOBOBHJIHBIN HOCY)

Py6enmreiina-Teiibu

I'mnomnnasus KPBIJIEEB HOCA

PyOenrreiina-Tetiou, Short curapom

Bricokoe HEOO

[llepemeBckoro-TepHepa, CHHAPOM
mukpozenernuu 22, Kabyku, PyGenmeiina-
Teiibu

Pacmennna HeOa

Cwura-Jlemin-Onutia, Jlybosuma, Pobunosa,
ne Jladre

OnyleHHble HAPY>KHbIE YTOJIKU TJ1a3

Hymnan, Aapckora, J/[y6oBuiia

Opras 3peHus
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Aapckora, Jly6osunia, Pyoenmreitna-Teiiowu,

IIto3

[Ilepemeckoro-TepHepa
«3Be314aThIe» PATYKKHI Bunbpsamca
['uneprenopusm Po6unosa, Hynan, Aapckora, Kabyku

ﬂJ’II/IHHI:-Ie INIa3HBIC IICJIN, BBIBOPOT

KaOyku
Hapy»KHOTO Kpasi HUKHErO BeKa

HOMYTHCHI/IC POTroOBHUIILI I'JIa3 MYKOHOJII/IcaXElpI/IIIOSBI

Koxupie ITOKPOBBI Y ITOAKOKHO-KHUPOBAsA KJICTHATKA

JlumpaTtudeckuit OTeK KUCTEN U

[Iepemeckoro-TepHepa
CTON Y HOBOPOKJIEHHOTO

KpbutoBHIHBIE HIEHHBIE CKIIAJIKA [llepemeBckoro-Tepuepa, Hynan, 3M cunapom
00poKavYeCTBEHHbIE HEBYCHI

Jlodp YERL, [IepemeBckoro-Tepuepa, Hynan

BUTHUJIATO

['unepdarus, oxupeHue [Ipanepa-Bumm

['unorpodus Kokkeiina

[ToBreIlIEHHAS YYBCTBUTCIIbHOCTD

Koxkkeiina, bayma
KOXXHBIX MIOKPOBOB K yJIbTpaduonery

[TatHa «kode ¢ MOTOKOM» Paccena-CunbBepa, biyma

Kocrtnas cucrema

KaOyxku, 3M cunapom, PoOuHoga,
AHOMaJbHOE CTPOEHUE TTO3BOHKOB aXOHJPOIUIa3Ksl, ICEBI0AaXOHAPOILIA3Nu,
TMIOXOHIPOIIIa3us

AXoHApOIIa3Usl, IICEBI0AXOHIPOILIA3HS,

PuzomMenuueckoe ykopoueHue
TUTIOXOHIPOILIA3Hsl, CHOHAMION U (DU3apHas

KOHEYHOCTEN
JUCILIAa3US
Me3omennueckoe yKOpOueHHUE
o PoGunoBa
KOHEYHOCTEH
MHEKpOMEITHS KHCTEH H CTOII e Jlanre, nuciutaszus Kaucra
AcUMMeETpHS JJIMHBI KOHEYHOCTEH Paccena-CunbBepa

I[eBI/IaHI/IH JIOKTCBLIX CYyCTaBOB

(cubitus valgus) [IIepemeBckoro-TepHuepa

Kabyku, PobunoBa, Bunbsamca,
['MnepMoOUIBEHOCTS CYCTaBOB

MYKOIOJIUCaXapuJ103bl
TyromoaBuKHOCTH/cTUOATEIbHBIE Koxkkeiina, ne Jlaare, Cmur-Marenmuc,
KOHTPAKTYPhI CYyCTaBOB MYKOTMOJIUCAXaPHT03bI

JleBuarus ocu mablieB KUCTH, AXoHApoOIIa3usl, MCeBJ0AXOHIPOILIA3HS,
CHUMIITOM «TpPe3yOIia» snuQu3apHas AUCIUIa3US

Kabyku, Cmura-Jlemnu-Onuriia, PoGuHoBa,
Aapcxkora, 3M cunapom, Paccena-CuinbBepa,
Cmur-Marenuc, axoHApOILIa3us,
TICEB/I0AXOHIPOTLIIA3Hsl, THTIOXOHIPOIIIA3Hs

bpaxunaxktuins Kuctu

ITocrakcuanbHas MOIUAAKTUIINS CMHT&'HGMJ’IH'OHHTH&

Paccena-CunbBepa, Short cunapom, Aapckora,

Kimmuaonaktuinns V naieia KUCTH N N
a 1 3M cunapom, Pyounmreitna-Taii6u, ne Jlanre

[[Inpokue/pa3aBoeHHbIE AUCTATBHBIC

PybOunireiina-Ta1i0u
dananru | maneia cToIb

Cuupaxtwius |1-111 maneies cron e Jlanre, Cmura-Jlemnu-Onurna, Paccena-
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CunbBepa, PyOunimreiina-T2ii0u

[Inockas cTona ¢ BBICTYIIAIOIIIUMHU
KPYITHBIMU IIATKAMHA

3M cunapom

CepI[eLIHO-COCYI[I/ICTaH CHUCTCMa

JIByCTBOpYATHIN a0OpPTAJIbHBIN KJIallaH

[IIepemeckoro-TepHepa

Koapkranus aopTel

[lepemesckoro-Tepuepa, Kabyku

HapxiananHbiil CTEHO3 aOPThI

Buiapamca

CTeHo3 JIETOYHBIX apTepuid

Buassmca

JledekTbl MexnpeacepIHON u/unu
MEXOKENYA0UKOBON MEPEeropoaKu

PybOunimreiina-T3ii0u, ne Jlanre, Cmura-
Jlemmu-Omnutna, Jlyoosuia, Kabyku, PobnHoBa

PenponykTuBHas cuctema

[TepemeBckoro-Tepuepa, [Ipanepa-Buiu,

I'unoronagnsm Poounosa, Cmuta-JIlemimn-Onuria, Short
CHUHJPOM
[Ipanepa-Bunnu, Hynan, Pyounmreiina-Tai0u

Kpunropxuzm PaIEp » LyHat, By ’
3M cunzpoM, Aapckora

['mnocnanus Jle Jlanre, PyGunmreiina-Tai6u, 3M cunapom

[laneBugHas MOIIIOHKA

Pyb6unmreiina-T51i0u, Aapckora
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[Tpunoxenue 2

K HHCTpYKIIUH IO MPUMEHEHUIO
«MeTton nnarHocTuKu

TeHETUYECKUX (hOPM HUZKOPOCIOCTH
CnpaBouHoe

HacnencTBeHHbIE CUHAPOMBI, COITPOBOKIAOIIUECCA HU3KOPOCIIOCTBIO

HasBanue [Moarunsr/Bapuanter | OMIM Tum Jlokanmnsauus Ien
HO30JIOTHYECKOM CUHApOMA * HacJIe0BaH! reHa
€IUHHIIBI Ly
Curgpom HET IOJTHUIIOB 223370 AP HEU3BECTHO | HEU3BECTHO
Jly6oBuia
Cungpom Kokkelina tun A 216400 AP 5012.1 ERCC8
Kokkelina Kokketina tun B 133540 AP 10q11.23 ERCC6
e Jlanre 1 122470 AJl 5p13.2 NIPBL
Cumzpon zie e Jlanre 2 300590 X-I1 Xpll.22 SMC1A
Tanre e Jlanre 3 610759 Al 10925.2 SMC3
Je Jlanre 4 614701 AJl 8024.11 RAD21
e Jlanre 5 300882 X-I1 Xgl3.1 HDACS8
Aapckora-CkoTra 305400 X-P Xpl1l.22 FGD1
Aapckora 100050 ALl HEU3BECTHO | HEU3BECTHO
Cunapom
Aapcxora CDaquoz[HrHToreHHTan
bHBIN CUHAPOM 227330 AP? HEW3BECTHO | HEHW3BECTHO
(Aapckora-mno00HbIi)
Cungpom Kabyku 1 147920 Al 12913.12 KMT2D
Kalyku KaOyxu 2 300867 X-11 Xpl1l.3 KDMG6A
Pob6unosa,
ayTOCOMHO- 268310 AP 9¢22.31 ROR2
pELIECCUBHBIN
PoOuHOBa,
ayTOCOMHO- 180700 ALl 3p14.3 WNT5A
Cunnpom JIOMHHAHTHEIN 1
PobOunosa PobOunoBa,
ayTOCOMHO- 616331 ALl 1p36.33 DVL1
JTOMWHAHTHBIN 2
PoOuHoBa,
ayTOCOMHO- 616894 ALl 3027.1 DVL3
JTOMHUHAHTHBIHN 3
Cunznpom PyOenmreitna-Teiton 1| 180849 AJl 16p13.3 CREBBP
PyGenmreiina- N -
Teit6u Py6enmeitna-Teiiou 2| 613684 Al 22013.2 EP300
Cungpom
Cwmura-Jlemnu- | HET MOATUIIOB 270400 AP 11q13.4 DHCR7
Onuna
Cunnpom 3M1 273750 AP 6p21.1 CUL7
Cunapom 3M Cunapom 3M2 AP 2035 OBSL1
Cunapom 3M3 AP 19913.32 CCDC8
AXOoHApOIUIa3us | HET MOJITUIIOB 100800 Al 4p16.3 FGFR3
I'unoxonapo- HET MOATHUIIOB 146000 Al 4p16.3 FGFR3
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I1asus

f"em%xompomm 177170 Al 19p13.11 COMP
IIceBnoaxoHapo
. MHO’KECTBEHHAs
snuduzapHas 132400 Al 19p13.11 COMP
JHCILIA3us, TUII 1
Typrep 607014
Myxonomueaxa | 1o icite 607015 AP 4p16.3 IDUA
puno3, v | - 607016
Ieite
Mykomnonucaxa
pi03, i || cuHIpoM XaHTepa 309900 X-p X(g28 IDS
curzpom Mopkno, | 55301 16024.3
Mykononucaxa | moarumn A AP ' GLB1
puno3, tan 1V cuHapoM MopKHO,
Horun B 253010 3p22.3
Mykonosmcaxa | cMHAPOM MapoTo- 253200 AP 5q14.1 ARSB
puno3, Tan VI Jlamu g2
1p13.2 NRAS
1922 RIT1
2p22.1 SOS1
3p25.2 RAF1
Cunnpom Hynan 13 3022.3 MRAS
Cunapom noxarumnos (1, 2, 3, 4, AT w34 BRAF
Hynan 56,7,8,9,10,11, 12, 11p15.2 RRAS2
13) 12p12.1 KRAS
12024.13 PTPN11
14921.3 SOS2
22q11.21 LZTR1
22011.22 MAPK1
SHORT HET MOATHIIOR 260880 |  AJl 5q13.1 PIK3R1
CHHJIPOM
Crrapom HeT MOTHIIOB 210900 AP 15026.1 RECQL3
biiyma
Atakcus-
TEHARTHOKTA | ot noxumos 208900 AP 11q22.3 ATM
a1 (CUHIPOM
Jlyu-bapp)
Cutnzipom |CF- curnpom noamumt | 540860 | Ap 20q11.21 | DNMT3B
uMmyHoaepunu | 1 '
Ta- ICF- cunnipom noxunt | 61 464 AP 621 ZBTB24
HEHTPOMEpHOH | 2
HectabunbHOCT | ICF- cuHIpOM moaTuI
—— 3 616910 AP 2031.1 CDCA7
anomaymii (ICF- | ICF- cungpom moarumn 616911 AP 10923.33 HELLS
CHUHJIPOM) 4 qzo.
Cunapom
xpomocomHbIX | ICF- cuaapom HeT
HOMOMOK HONTHITOB 251260 AP 8g21.3 NBN
Huitmeren
Cunapom HET MOTHIIOB 180860 AP? 7p11.2 OJIHOPOJIUTEI
Paccena- ) ' bCKast
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CunbBepa UCOMHUS
UPD7(mat),
GRB10,
EGFR,
IGFBP1,
IGFBP3
THUTIOMETHITHP
OBaHUE
IEHTPA
UMIPUHTHHT
11p15.5 a IC1(pat),
TYTUTAKAIAS
11p15.5(mat,
CDKN1C,
KCNQ10T1
MAD2L2,
1p36.22 UBE2T
1932.1 PHE9 !
2p16.1 FANCG?2,
3p25.3 EANCE
6p21.31 :
XRCC2,
7036.1 XRCCI
9p13.3 FANCC’
Anemus ®ankonu, 21 9¢22.32 ’
FANCEF,
rpymnmna 11p14.3 BRCA?
An"eMus KOMIUTUMEHTanuu (A, AP. X-P 13q13.1 R AD51’
dankonu B,C,D1, D2, E, F, G, ’ 15026.1 FANCI,
H,1,J,L,N, OPR,S, 16p13.3 SLX4 ’
T,U,V,W) 16p13.12 ERCCé’l
16p.12.2 PALBZ1
16023.1 ’
RFWD3,
16024.3
FANCA,
17921.31
17422 BRCA1,
g RADS51C,
17q923.2 BRIP1
Xp22.2 FANCIé
[Ipumeuanue:

* — Online Mendelian inheritance in man. http://www.ncbi.nlm.nih.gov./OMIM
AJl — ayTOCOMHO-TIOMWUHAHTHBIN TUIT HACIEAOBAHUS,
AP — ayTOCOMHO-PEIIECCUBHBIN TUIT HACJIEIOBAHMUS,

X-J1 — X-creniaeHHbIM JOMUHAHTHBINA TUI HACJICIOBAHMUS,
X-P — X-cluenjeHHbIN PEelieCCUBHBIN TUI HACJIEI0BaHUS,

AP? — MMpCAIOJI0OXKUTCIBbHO aYTOCOMHO-pCHCCCI/IBHBIﬁ THIT HACJICAOBAHUA
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