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B Hacrodmeld MHCTPYKUUU MO NPUMEHEHUIO (Janee — WHCTPYKLUSA) U3JI0XKEH
METOJI JUArHOCTHKU T'€HETHMYECKUX (HOPM HHU3KOPOCIOCTH, KOTOPBIM MOXET OBITh
UCIOJIb30BaH B KOMIUIEKCE MEAMIMHCKUX YCIYyr, HalpaBiICHHBIX Ha pPaHHION
JUArHOCTHKY TEHETUYECKUX 3a00JeBaHUM, MPOSBISAIOIIMXCS 3aJEpPKKH pPOCTa U
HU3KOPOCJIOCTHIO.

Hacrosmass uWHCTpyKUMs TIpeiHa3HaueHa Uil Bpayeil-TreHEeTHKOB, Bpayei-
HH/IOKPUHOJIOTOB, Bpauel-OpTOINEOB, MHBIX Bpadel-CHEIUAINCTOB OpraHU3aluil
3/IpaBOOXPAHEHUS, OKa3bIBAIOIIMX MEIUIUHCKYIO IOMOIIb MAlMEHTaM B CTALIMOHAPHBIX
u (nam) amMOyJaTOPHBIX YCIOBUAX, W (WJIM) YCIOBUAX OTACICHHN JHEBHOTO
peObIBaHMS.

MEPEYEHHL HEOBXOJIMMOI'O OBOPYJIOBAHMS, PEAKTHBOB,
CPEJICTB, W3JEJINiII MEIALIMHCKOW TEXHUKHA

POCTOMCp BCpTHKaJ]LHBIﬁ MGI[HHHHCKHﬁ, POCTOMCP FOpHSOHTaHBHBII?'I, JJI51
OLICHKHW JJHWHBI TCJa pe6eHI<a I'pyaHoro BO3paCTada, CAHTHUMCTpPOBAdA JICHTA, BCCHI
MCIUIMUHCKHUC, BCCHI JIsI HOBOPOKACHHBIX (BHGKTpOHHI)IG).

Nurie MCIAUIOMUMHCKUC H3ACIINUA, MCIIOJIB3YCMBIC i1 plalin3alilii MCTOIA,
H3JIOKCHHOI'O B MHCTPYKIHH.

ITIOKA3AHUS K IPUMEHEHMHWIO

[TamenTsl ¢ UIMHOM Teja HIDKE 3 NEeHTWII wWiu MeHee —2 SDS g
COOTBETCTBYIOIIETO XPOHOJOTHMYECKOTO BO3pacTa W T0JIa MO OTHOIIEHUIO K CPeIHUM
noka3zarensim pocta (R62.8, Q87.1).

MPOTUBOINIOKA3AHMUS J1JIs1 IPUMEHEHMUS
[TamueHTsl ¢ MOKa3aTelIsIMU UIMHBI Tejla BBIIIE 3 LEHTHIS uin Oosiee —2 SDS.
3aepKKa pocTa, CBSI3aHHAs ¢ XPOHUYCCKUMH COMAaTHICCKUMHU 3a00JICBaHUSIMH.

OIIMCAHME TEXHOJIOI'MX UCITOJIB3OBAHUA METOA

MN3mepeHue W OLEHKA AJMHBI, MACCHI TeJa, OKPYKHOCTH T0JIOBBI, JJIHHBI
BEPXHHMX M HHKHMX KOHEYHOCTEH

VY nanMeHTOB HM3MEPSIIOTCA JUIMHA, Macca Tejla, OKPYKHOCTh TOJIOBBI, JJIMHA
KOHEYHOCTEM.

OueHka nokaszaTeneil MpoBOJUTCA B LEHTWISIX MM Z-SCOre C MCIOJIb30BaHUEM
rpaduKoB, TaOJIUI] UM KOMIBIOTEPHBIX NporpaMMHbIX cpeicTB Anthro u AnthroPlus
(2009) B COOTBETCTBMM C KIMHUYECKUM NPOTOKOJNIOM «Opranuzanus JieyeOHOro
NUTaHUS TpU OEIKOBO-3HEPreTUUECKOW HEAOCTATOYHOCTU (JIETCKOE HACEJICHHE)Y,
YTBEpXKIAEHHbIM  niocTaHoBiaeHueM Ne 109 MuHucrepctBa  34paBOOXpPaHEHHUS
Pecny6siuku benapych ot 20 nekabpsa 2017 roaa.

Ouenka KJIMHHYECKMX MNpPOSIBJeHUl 3a001eBaHMA M COOTHOLUICHUS
AHTPONOMETPHYECKHUX MOKa3aTeael

[Ipu pnune Tena HUXe 3 HEeHTW IS Wwikn MeHee —2 SDS st COOTBETCTBYIOIIETO
XPOHOJIOTMYECKOr0 BO3pacTa M IMOJIa MO OTHOLIEHUIO K CPEAHHMM IOKa3aTeNsIM pocCTa,
cootBercTBYOIUM S50 nentuno mian 0 SDS 1o naHHbIM Z-score y JeTeid, IpOBOAUTCS
MOCUCTEMHAsl OLIGHKA COCTOSIHUS TalMeHTa ¢  BBIABICHUE CHEHU(PUUECKUX,



MAaTOTHOMOHUYHBIX JIJISl K&KIOTO OTJIEIFHOTO CHHAPOMA, THATHOCTUIECKUX MTPU3HAKOB.
[lepeuens crenuduueckux KIMHUYECKUX CHUMIITOMOB HACIEJICTBEHHBIX CHUHAPOMOB,
COMPOBOXKIAIOIIMXCS HU3KOPOCIOCThIO, MPEJICTABIIEH B PHIIOkKeHUH 1.

[Ipu 3HaYeHMM TIOKA3aTeNs IJTUHBI Tesa HbKe 3 HeHTwIs win MmeHee —2 SDS s
COOTBETCTBYIOILIETO XPOHOJIOTMYECKOTO BO3pacTta M Tojia (HU3KOPOCIOCTH) U
MoKa3aTelis OKPY>KHOCTHU T'OJIOBBI HIKE 3 TIeHTHIs Wik MeHee —2 SDS (Mukpouedanun)
UCIIONIB3yeTCsl  «ANTOpUTM U PepeHnaIbHON  IUATHOCTUKUA — HACJIEACTBEHHBIX
CHHIPOMOB,  CONPOBOXKJAIOIIUXCA  HU3KOPOCIOCTBIO M MHUKpoledanuein,
MIPEICTABJICHHBIN HA PUCYHKE 1.

[Ipu 3HaYeHHM TOKA3ATENs IJIMHBI TeJla HIbKE 3 HeHTWId Wik MmeHee —2 SDS s
COOTBETCTBYIOIIETO XPOHOJIOTUYECKOTO BO3pacTa M TMojda (HU3KOPOCIOCTH) U
MOKa3aTeNIsI OKPY)KHOCTH TOJIOBBI B TIpe/Aesiax HOPMAIbHBIX 3HAYCHHH HCITOJIB3YETCS
«Anroput™m  auddepeHIaTbHON  TUAarHOCTHKK — HACJEICTBEHHBIX  CHHIPOMOB,
COMPOBOXKIAIOIIMXCA HHU3KOPOCIOCTBIO M TIOKA3aTENsIMU OKPYKHOCTH TOJIOBBI B
npenesiax HopMadbHBIX 3HAYEHUI), KOTOPBIN MpECTaBICH Ha pUCYHKE 2.

[Ipu 3HaYeHNM TIOKA3aTeNs IJTMHBI Tesa HIbKe 3 HeHTwIs win MmeHee —2 SDS s
COOTBETCTBYIOLLIETO XPOHOJIOTMYECKOTO0 BO3pacta U Mojia (HU3KOPOCIOCTH) U
MoKa3arelis OKPYKHOCTH TOJIOBBI Bbimie 97 mneHtwns wim Oonee 1,5-2 SDS
(Makpouedanuu) HUCMONb3yeTCs «ANTOpuT™M  AuddepeHIuaIbHON  TUArHOCTUKHU
HACJIEICTBEHHBIX CUHJIPOMOB, COTIPOBOKIAFOIINXCS HU3KOPOCIOCTHIO U
Makporuedanueiny, IpuBeICHHBIN Ha PUCYHKE 3.



Huszkopociiocts
JUIMHA Tejia MeHee -2 SDS oT cpegHero 3HaYeHUS

Y

Muxpouedaus
MOKa3aTeIbh OKDVIKHOCTH TojIoBBI <-2 SDS 0T cnenHero 3HaueHUS

l l

OTcyTcTBHE HApYIICHHH NPOIOPIHH Hapyuienue nponopiui JTHHEL
JUTHHBI TYJIOBHII[A H KOHCUHOCTEH TYJIOBHIIA H KOHCUHOCTEH

\ /

CHC].[I/[q)I/[‘-ICCKI/[e KIHHUYCCKHC ITPOABJICHHUA

Y

]_II/[TOIBHCTI/[‘ICCKOC HCCJIICTOBAHHC (CTaHZ[apTHbIﬁ aHaJIn3 Kapnomna)

e —

Hopmansabii kapuoTHi:46, XX win 46,XY Hapymeﬁlne KapHOTHIIA
v
/ \ |

CHHIpOMBI ~ XPOMOCOMHOH Cunapom JlyGosuua, XpomocomHast GOIC3Hb
HECTaOWILHOCTH: Koxketina, ne Jlanre,
curapom biiyma, Huiimerew, PyGunmireitna-Teitou,
aneMusa QaHKOHH, aTaKCHSI- Cwmuta-Jlemmu-Onuria
TETAHTHOSKTA3HUSL, CHHIIPOM
HMMYHOCHITHTA-
LIEHTPOMEPHOH
HECTaOWTHHOCTH-JTHIICBBIX
a"omayui (ICF- cunmpom)

l |

ITuToreHe THUECKOE, MomeKyIspHO-TEHETHISC KOS
MOJICKYIISIPHO-TCHE THUESCKOS HCCIICIOBAHUE CHHIPOMOB,
HCCITICIOBAHHE CHHIPOMOB OGYCIIOBICHHBIX MY TAI{HSIMH
XPOMOCOMHOR KPHTHYCCKHX TCHOB
HecTaGWIBHOCTU (MLPA. NGS)

l l I

MCI[HKO-FCHCTH‘ICCKOC KOHCYJIbTHPOBAaHHUC

Pucynok 1. — Aaroputm auddepeHuaIbHONA JUATHOCTUKH HACTEACTBEHHBIX
CHH/POMOB, CONIPOBOKAAIOUIUXCH HU3KOPOCJIOCTHIO U MUKpouedanuen



Huszkopociocts
JutrHa Tesia MeHee -2 SDS oT cpe/iHero 3HaUeHUS

Tloxasatens OKPYKHOCTH I'OJIOBBI B IIPEALCIIaX HOPMaJIbHBIX 3HAYCHUH

l

OTcyTcTBHE HApYILIEHUH NPONOPLUUH JIHHBI TYJIOBHINA M KOHEUHOCTEH

A

CHGHIII(I)I/[‘IGCKI’IC KIHHHYCCKHE IIPOABJIICHHUA

A

]_[I/ITOI‘CHGTI/[‘ICCKOG HCCIICAOBAHHC (CTaH,Z[apTHBIi;I AHAJIH3 KapI/IOTI/IHa)

" i

Hapyiienus kapuotHiia Hopmanphsiii kapuotun:46,XX umu 46, XY
v
HacnencteeHHbBIE & - 5 5
CHH/IPOMBIL, 00YCIIOBIICHHBIC HEApan e e HgOKpHHHHe
3aJIcpKKa pocTa 3a00JICBaHUS
FHCTOBBINGL T g cony P ’ coI OBom,zlanmI:Iecsi
CTPYRTYpHBIMH XPOMOCOM: P
CHHIPOM HH3KOPOCTIOCTHIO
aGeppalHsIMH ayTOCOM H =
TIOJIOBBIX XPOMOCOM Paliepa-
Buwuiw,
(cungpom Hleperniepckoro-
Teprepa) Bmwissamca
y
MonekynspHO-IIUTOTCHETHIECKOE HCCIIETOBAHHUE Koncynpramus
(HaTHYHE MO3aHIH3MA TIO TIOJIOBBIM XPOMOCOMaM, SHOKPHHOJIOTA
YTOUHCHHE CTPYKTYPHOHU TEPECTPOHKH ayTOCOM,

HOATBEPKIACHUS CHHIPOMOB MHKPOICIICITHI
xpomocoM (FISH, array CGH),

MC,Z(I/IKO -T'CHCTHYCCKOC KOHCYJIbTHPOBAHUC

Pucynok 2. — Aaroputm auddepeHuaIbHONA JUATHOCTUKH HACTEACTBEHHBIX
CHH/IPOMOB, CONIPOBOKIAIOUIUXCH HU3KOPOCIOCTHIO U NMOKA3ATEIAMU OKPYKHOCTH
roJIOBBI B Ipeeiax HOPMAJIbHbIX 3HAYCHHU H



Huszkopociocts
JuiHa Tesia MeHee -2 SDS oT cpe/iHero 3HaueHUS

Maxkponedanus
IMOKA3aTeNIb OKDVIKHOCTH T0j10BBL > 1.5-2 SDS 0T ¢CpeIHETO 3HAUCHUS

" I —

CUMMETpHYHOE CuMMeTpHUHOE AcHUMMETpHYHOE
YKOPOUCHHE JUTHHBI YKOPOUYCHHUE JTHHBI YKOPOUCHHUE JUTHHBI
KOHEUHOCTCH, KOHCYHOCTEH, KOHESUHOCTEH,
HECOOTBETCTBHE COOTBETCTBHE TPOTIOPIHE COOTBETCTBHE IPOTIOPLHUH
TPOTIOPIHH JUTHHBI JUTHHBI TYJIOBHIIA H JUTHHBI TYJIOBHIIA H
TYJIOBHIIA H KHCUHOCTEH KOHCSUHOCTCH KOHCYHOCTEH
l l v
CHCTEMHBIC CKEJICTHHIE Cungpom 3M, SHORT, Cungpom
JIUCIUIA3HHU Po6umoBa, TH30COMHBIC Paccena-CunpBepa
AXOHZIPOILIA3HAL, GONIC3HH HAKOTUTCHHS
IICCBA0AXOHAP OILIASHAL, (MyKOTIOJTHCaXap HTO3BIL,
THIIOXOHPOTUIA3HS TITHKOTEHO3bT)

\ 4 l A 4

HHTOI‘GHGTI/[‘ICCKOG HCCIICTOBAHHC (CTaHL[apTHbIﬁ AHAJIHU3 KapI/IOTHHa)

l

Hopmanpubii kapuotum:46,XX win 46,XY

Y

JIaGopaTopHme MCTOAbBI HCCIICAOBAHHUA Hp06 KpOBH H MOYH AJI HCKITIIOYCHH A
HaCJICACTBCHHBIX 3a001eBaHUN 0OMEHA BCIIICCTB

A

MoneKyIIpHO-TeHETHUCCKOE HCCIIC0BAHHE CHH/IPOMOB, 00YCIIOBICHHBIX My TaIlHAMH
KPHTHYECKHX T€HOB, O/THOPOUTEIbCKOH JUCOMHCH, HAPYILICHHEM METHIHPOBaHUS IIEHTPa
umMnpuHTHHTa XpoMocoM (MLPA, NGS)

l

MCIIHKO-FCHCTH‘-[CCKOG KOHCYJIbTHPOBAaHHUC

PucyHnok 3. — Aaroputm 1u¢gepeHIHATbHON TUATHOCTUKH HACJIeICTBEHHbIX
CHHAPOMOB, CONPOBOKAAIIIMXCH HU3KOPOCJIOCTHI0O 1 MaKpouedanen



JlabopaTopHbIe MeTOAbI

JIabopaTopHble METOJbI MCCIEAOBAHUS MPUMEHSIOTCS JJIs1 YTOUHEHUS JMarHo3a
HACJIECTBEHHBIX CHHJIPOMOB, OOYCJIOBJIEHHBIX YHCIOBBIMH WM CTPYKTYPHBIMU
abeppalsMy ayTOCOM U MOJIOBBIX XPOMOCOM

JUIA  BBISBJICHUS MO3aulM3Ma II0 TMOJOBBIM XpOMOCOMaMm, CTPYKTYPHBIX

MEPECTPOCK ayTOCOM — HCCICAOBAHUC KAapHOTHUIIA, MOJICKYJIIPHO-IUTOICHCTUYCCKOC
HCCICA0OBAHHNC,
JJIA BBISIBJIICHHA MI/IKpOI[eJIeI_[I/Iﬁ ayTOCOM — MOJICKYJIAPHO-OUTOICHCTHYCCKOC

uccienoanue (FISH) u/mmu MonekynsapHo-reHeTHYecKoe uccaenoBanue (array CGH).

JUTsT  yTOYHEHUWS JWarHo3a HACIEJACTBEHHBIX CHHAPOMOB W3  TPYIIIBI
HACJICICTBEHHBIX Ooyie3HEel OOMEHa BEIIECTB — OMOXUMUYECKHE W MOJIEKYIISIPHO-
TCHETUIECKHE UCCIICTOBAHMS,

JUTSI YTOYHEHHSI TUarH03a CHHIPOMOB, CBS3aHHBIX C MYTAIlUSIMU B KPUTHYCCKOM
reHe — MOJIEKYJIIPHO-TEHEeTUYeCKrue MeTonbl JlabopatopHoi muarHocTuku (NGS,
MLPA).

[lepeyeHb CHHAPOMOB, COMPOBOKIAOIINXCS HU3KOPOCIOCTHIO C YKa3aHUEM THUIIA
HACJICIOBaHMSI, TCHOB, UX XPOMOCOMHOM JIOKAJIN3aIlUX TIPEICTABJICH B MIPHIIOKECHUH 2.

NEPEYEHb BO3MOXHBIX OCJOXHEHUH WJIH OHNIUMBOK IIPH
BBIIIOJITHEHUU U ITYTU UX YCTPAHEHUA

1. OmuOKu, CBSI3aHHBIE C METOJAMKOM W3MEpEHUsl JUIMHBI, MAaccChl Tela,
OKPYHOCTH TOJIOBBI, IJTMHBI BEPXHEW M HUKHEW KOHEUYHOCTH. (s mpeaynpexaeHus
BO3HMKHOBEHHUSI OIIMOOK 3TOM Tpynmnbl HEOOXOAWMO CTPOro coOJ0JaTh TEXHUKY
U3MEPEHHUs AHTPONIOMETPUYECKHUX MTOKA3aTeNel MalueHTa.

2. OmumOKu, CBsS3aHHBIE C HAPYIICHHWEM OIICHKH aHTPOMOMETPHUYECKHX
nokasareyied nmanueHTa. s npenynpekieHus BO3HHUKHOBEHHUS OIIMOOK TaKoro poja
OLICHKA aHTPONOMETPUYECKUX II0KA3aTEeNel JOJDKHA IPOBOJAUTHCS B LEHTWIAX WIIU
Z-score C HCIIOJIb30BAHMEM TpaUKOB, TaOMUI] WJIM KOMIBIOTEPHBIX MPOrPaMMHBIX
cpenctB Anthro u AnthroPlus (2009), pexomennoanasix BO3.



[Ipunoxenue 1

K UHCTPYKIUU TT0 MPUMEHEHHUIO
«MeTto AMarHOCTUKU

TEHETUYECKUX (POPM HUZKOPOCITOCTH»
CnpaBouHoe

CHCIII/I(I)I/I‘ICCKI/IC KINMHUYECCKUEC CUMIITOMbBbI HAC/ICACTBEHHBIX CHHAPOMOB,
CONMPOBOKIAAIIMNXCH HU3KOPOC/IOCTHIO

Knuanueckue cuMIITOMBI

| CuHIpoMBI, CONPOBOKIAIONINECS HU3KOPOCIOCThIO

IIcuxuueckoe Pa3BUTHC

3az[ep>1<1<a MCUXUYCCKOT'O PA3BUTUA

Iy6osura, Kabyku, Kokkeiina, Pyounmireiina — Teiiowu,
ne Jlanre, Bunbsimca, Cmut — Marenuc, IIpagepa —
Buimu, Cvmurta — Jlemsin — Oniuia, MyKonoJiucaxapuio3

HNHTennekT coxpaHnHbIi

Aapckora, 3M cungpowm, Paccena — CunbBepa, biiyma,
MYKOMOJIMCAaXapua03

PaCCTpOﬁCTBa IHOBCACHUA

Cwmut — Marenuc, Bumibsimca, Pyounmreitna — Teiiowu,
Cwmura — Jlemnu — Onuna, Jlybosuiia

Kpannodanmansaeie qucMophun

Paccena — CunbBepa, 3M cunnpom, PoOuHoBa,

Makpouedanus aXOHPOTLIA3HS, TICEB0AXOH IPOILIA3US,
THITIOXOHJIPOIIA3HUS, MYKOIIOJIMCAXaPHI03
Pyounmreiina — Teiton, biryma, Hulimeren, ne Jlanre

Muxpornedanus Y > DIYMA, g ’

Cwmura — Jlemnu — Onuna, Jlybosuna, Kokkeiina

Jlunus pocrta Bosioc Ha 10y B
dbopme TpeyrojipHUKa BEpIIMHOM
BHU3 («MBIC BIOBBI»)

Aapckora

ACI/IMMeTpI/I}I JIMIa

Paccena — CunbBepa

TpeyronbHas popma nuna

Paccena — CunbBepa, 3M cunapom, Short curapom

Cuno¢pus, runepTpuxos

e Jlanre

YKOpO‘leHHaﬂ CIIMHKa HOCa,
OTKPBITHIC KIICPEAN HO3APU

Cwmura — Jlemnu — Onnna, PobunoBa, 3M cunzipoM,
MYKOTIOJINCaXapu03

3arHyTBI ~ KHHM3Y  KOHYHK
(«KITFOBOBUTHBIN HOCY)

HOCa

PyGenreitna — Teitou

I'unonnasus KPBUJILEB HOCA

Py6enmreiina — Teitbu, Short cuaapom

Bricokoe HeOO

[IlepemeBckoro —TepHepa, CAHAPOM MUKPOIEIECHHNH 22,
Kabyku, Pybenmreiina — TeiiOu

Pacmenuna neba

Cwmmura — Jlemnu — Onuiia, Jly6osuiia, PoouHoBa,
ne Jlanre

OHYH_ICHHBIC HAPY’KHBIC YT'OJIKH I'JIa3

Hynan, Aapckora, JlyboBuiia

OpraH 3peHus

IITo3

Aapckora, Jlyoosuna, PyGenmreiina — TeiiOwu,
[IlepemeBckoro —TepHepa

((3Be3,[[‘-IaTBIC» Pany KK

Bunssamca

['uneprenopusm Po6unora, Hynan, Aapckora, KaGyku
JUHHBIE  TJIa3HbIE €11, BBIBOPOT

A LI, P Kabyku

HapY)KHOTO Kpasi HIYKHETO BeKa

IToMyTHEHME POTOBHUIIBI IJ1a3 MykomnoJiicaxapui03sl

KoxHbIe IMMOKPOBELI U MMOAKOKHO-XKUPOBAs KJICTUATKA




Jlumparraeckuit OTeK KUCTEH U
CTON Y HOBOPOXKJICHHOTO

[ITepemesckoro —TepHepa

KpbunoBuiHbI€ ICHHBIE CKIATKU

[IlepemeBckoro —TepHepa, Hynaun, 3M cunipom

JloOpokauecTBEHHbIE HEBYCHI, BATHJIUTO

[lepemeBckoro — Tepuepa, Hynan

['unepdarusi, oxxupeHue

IIpanepa — Buiu

['unorpodus

Koxkkeina

IToBbI1IEHHAs 4YYBCTBUTEIBHOCTD
KO>KHBIX TIOKPOBOB K YJIbTpaQHOIETy

Kokkeiina, biiyma

[TsTHA «kOhe C MOTOKOM»

Paccena — CuiibBepa, biiyma

KoctHag cucrtema

AHoMmaipHOE CTPOCHUE ITIO3BOHKOB

Kabyku, 3M curnpom, PoOnHOBa, axoHIpoIIa3us,
TICEBJI0AXOHIPOTIIIA3HS, TUHTIOXOHIPOTLIA3HSI

Puszomennueckoe YKOpOUYeHUE | AXOHIPOILIA3Usl, ICEBI0AXOHAPOILIA3US,
KOHEYHOCTENH TUIIOXOHAPOIUIA3Us, CIIOHAMIIONTU(H3apHAS TUCTIIA3HS
Mezomennueckoe opoueHue
. YKOp PoOunosa
KOHEYHOCTEH

Muxkpomenus KUCTER U CTOI

e Jlanre, nucnnasust Kaucra

AcuMMeTpust JUIMHBI KOHEUHOCTEN

Paccena — CunbBepa

I[eBI/IaI_II/I}I JIOKTEBBIX CYCTaBOB
(cubitus valgus)

[MTepemeBckoro — Tepuepa

rI/IHepMO6I/IHBHOCTB CYCTaBOB

KaOyku, PobunoBa, BunbsiMca, Mykonoimcaxapuao3bl

TyronoaBm>XHOCTB/criuOaTeIbHbIC
KOHTPAaKTypbI CYyCTaBOB

Koxkkeiina, ne Jlanre, Cmut — MareHuc,
MYKOTIOJIHCAXapHI03bI

JleBuarus ocu najiplieB KUCTH,
CHUMIITOM «Tpe3yO1ia»

AXOHJIpOILIa3usl, IICEBI0aX OHAPOTUIA3HS, dSTUPU3APHAS
JIUCTIIIA3HS

BanI/I,I(aKTI/IJ'II/IH KHCTH

Kabyku, Cmuta — Jlemnu — Onuiia, PoOunoBa, Aapckora,
3M cungpowm, Paccena — CunbBepa, Cmut — Marenuc,
AXOHJIPOTLIA3Hsl, IICEBI0AXOHAPOILIA3HS, TUTTOXOHAPOILIA3HS

ITocTakcuanbpHas MOTUIAKTUINS

Cwmura — JIlemmn — Onuna

KJH/IHOIIaKTI/IJH/ISI Vv Imajbla KUCTHU

Paccena — CunbBepa, Short cunapom, Aapckora, 3M
cunapom, Pyounmreitna — Teii6u, ne Jlanre

[upokue/pa3iBoeHHBIC JUCTAIIbHBIE
¢dananru | majgpia cTomsl

PyOunmrreitna — Taii6u

Cuupgaxtunus |11 maneies cron

e Jlanre, Cmuta — Jlemnn — Onnna, Paccena —
CunbBepa, Pyounmreiina — TeiiOu

ITnockas CTOIla C BBICTYIIAIOIIUMUA
KPYITHBIMH ITSITKAaMH

3M cunzpom

CepeyHO-CcOCyTUCTasi CHCTEMA

JIByCTBOpUATHIl a0pTaNbHBIN K1anaH

[IlepemeBckoro —TepHepa

Koapkrarust aopTsl

epemesckoro — TepHepa, KaOyku

HanxnananHelil CTEHO3 a0PThI

Bunssamca

CTeHO3 JIETOYHBIX apTepuil

Buissamca

JedexTs MEXITpeACepIHOM u/unm
MEXOKETYTOYKOBOH TMepEropOIKH

Pybunmireitna — Teiibu, ne Jlanre, Cmura — Jlemmn —
Ornua, [{y6osuia, Kabyku, PoOnnosa

P CIIPOAYKTUBHAA CUCTEMA

[IepemeBckoro — Tepuepa, [Ipagepa — Busu,

r
MIOTOHAHSM Poounoa, Cmuta — Jlemnu — Onmia, Short cuaapom
IIpanepa — Bumnu, Hynan, Pyounmreiina — Teiou, 3M
Kpunropxuzm paep » LYHAH, BY ’
CUHApPOM, Aapckora
I'unocnanus Jle Jlanre, Pybunmreitna — To1i6u, 3M cuaapom

[IameBuaHass MOIIOHKA

PyOounmreitna — Teiibu, Aapckora




[Tpunoxxenue 2

K UHCTPYKIUHU 110 TPUMEHEHHIO
«Metoj IMarHOCTUKU

reHeTHYEeCKUX POpPM HUZKOPOCIOCTH
CnpaBouHoe

HacaenacrBeHHbIe CHHAPOMBI, COMPOBOKIAIIIHECT HU3KOPOCI0CTHIO

HasBanue [Moarumner/Bapuanter | OMIM* Tun Jlokanu3amus I'en
HO30JIOTUYECKOM CUHApOMa HacJe0Ba- reHa
€ IMHHUIIBI HUS
Cunpom Her mogrumnos 223370 | AP Hewussectno | HeussectHo
Jly6oBwuia
Cungpom Kokkeitna tun A 216400 | AP 5q12.1 ERCCS8
Kokkeiina Kokkeiina tun B 133540 | AP 10q11.23 ERCC6
Je Jlanre 1 122470 | AJ] 5p13.2 NIPBL
Cumzipom zie e Jlanre 2 300590 | X-J] Xpll1.22 SMCI1A
Tanre Je Jlanre 3 610759 | AJ] 10g25.2 SMC3
e Jlanre 4 614701 | AJL 8724.11 RAD21
Je Jlanre 5 300882 | X-]JI XQg13.1 HDACS
Aapckora — CkoTTa 305400 | X-P Xpll1.22 FGD1
Aapckora 100050 | AJT Hewussectao | HensBectHo
Cunapom
Aapcxora d)aunoanrHToreHH-
TaJbHBIN cunapom| 227330 | AP? Heussectno | HensBectHO
(Aapckora-mno1006HbIi)
Cungpom KaOyxku 1 147920 | AL 12913.12 KMT2D
Kabyku Kabyxkwu 2 300867 | X-J] Xpl1l.3 KDM6A
PoOuHOBa,
ayTOCOMHO- 268310 | AP 9g22.31 ROR2
pELECCUBHBIN
Pob6unosa,
ayTOCOMHO- 180700 | AL 3pl14.3 WNT5A
Cunapom JTOMHWHAHTHBIN 1
PoGuHoOBa PoOuHoOBa,
ayTOCOMHO- 616331 | A/l 1p36.33 DVL1
JTOMHUHAHTHLIHN 2
PobOunosa,
ayTOCOMHO- 616894 | Al 3027.1 DVL3
JTOMUHAHTHEIN 3
PyGenmreitna — Teiibu
Cunnpom 1 180849 | A/l 16p13.3 CREBBP
Pybermreia - Py6enmreitna — Teiibu
Teiibu 2y 613684 | AJl 22013.2 EP300
Cungpom
Cwmura — Jlemmu | Het moaTumnos 270400 | AP 11913.4 DHCRY7
— Onuna
Cunnpom 3M 1 273750 | AP 6p21.1 CUL7
Cunapom 3M Cunapom 3M2 AP 2035 OBSL1
Cunapom 3M3 AP 19913.32 CCDC8
Axonapornasust | Her moarunos 100800 | AT 4p16.3 FGFR3




['mnoxonapo-

Het noarumnos 146000 | AJL 4p16.3 FGFR3
TUTa3HsI
[cernoaxonpo- 177170 | AZT 19p13.11 | COMP
IIceBnoaxonapo TLTashA
-, MHoOKecTBEeHHast
snuduzapHas 132400 | AL 19p13.11 COMP
JMcIuiasus, Tamn 1
[T'ypnep 607014
MYKOHOHHCIaxa Typep — Lleite 607015 | AP 4p16.3 IDUA
pios, Tt Illeiie 607016
Myxkomnosnucaxa
pi03, i || Cunapom Xantepa 309900 | X-p XQg28 IDS
Cunnpom Mopkuo, | 55451, 16024.3
Myxkononucaxa | noarun A
uno3, Tun 1V Cungpom  Mopkuo AP GLBI
PHA03, AP PXHO, | 553010 3p22.3
noxarui B
Myxkononucaxa | Cunngpom Mapoto — 253200 | AP 5q14.1 ARSB
puno3, Tan VI Jlamu
1p13.2 NRAS
1922 RIT1
2p22.1 SOS1
3p25.2 RAF1
Cungpom Hynan 13 3022.3 MRAS
Cunapom noarunos (1, 2, 3, 4, AT w34 BRAF
Hynaun 56,7,8,9, 10,11, 12, 11p15.2 RRAS2
13) 12p12.1 KRAS
12024.13 PTPN11
14921.3 SOS2
22q11.21 LZTR1
22q11.22 MAPK1
SHORT Her mojriro 269880 | All 5q13.1 PIK3R1
CHHJIPOM
Crnzpon Her noxtumnos 210900 | AP 15026.1 RECQL3
biryma
ATtakcusi-
TEHARTHOIKTY™ | Her noxrumos 208900 | AP 11022.3 ATM
3ust (CHHAPOM
Jlyu — bapp)
Cimzpon ICF = curapoM | 510860 | AP 20q11.21 | DNMT3B
uMMyHonehu- | moarun 1
Ta _|ICF — cumapom | 6069 | AP 621 7BTB24
IEHTPOMEPHOH | MOJTHI 2
HecTadus- ICF  — cunapom | 616910 | Ap 2q31.1 CDCA7
HOCTH JIUIICBBIX | MTOITHII 3
anoMaslii ICF = cnmnpom | 616911 | Ap 1092333 | HELLS
(ICF— cunapom) | mogrum 4
Cunapom
XPOMOCOMHBIX
MOJIOMOK ICF — cunzmpom Her 251260 | AP 8921.3 NBN
Huiimeren IIOJITHUIIOB




OnHoponu-

TeJIbCKast
JIACOMUSI
UPD7(mat),
7pll.2 GRB10,
EGFR,
IGFBP1,
-
Paccen — Het noarunos 180860 | AP?
CuibBepa poBatine
IEHTpa
UMIIPUH-
THHTA
11p15.5 IC1(pat),
TYTUTAKAIAS
11p15.5(mat,
CDKNI1C,
KCNQ10T1
MAD?2L2,
sz | oy
2p16.1 PHFS,
3025.3 FANCG2,
6p2131 | ANCE,
7436.1 XRCC2,
0p13.3 XRCC9,
Anemust dankonu, 21 9g22.32 Eﬁmgg’
rpyrima 11p14.3 BRCAZ’
AHemus KoMILTUMeHTanuu (A, AP. X-P 13g13.1 R AD51’
dankonu B, C, D1, D2, E, F, G, ’ 15026.1 FANCI’
H, I,J,L,N, OPR,S, 16p13.3 SLX4 '
T,U,V,W) 16p13.12 ERC64
16p.12.2 PALBZ’
16923.1 RFWDé
16024.3 FANCA,
17921.31 :
17022 BRCAL,
17q23.2 RAD51C,
Xp22.2 BRIP1,
' FANCB

* — Online Mendelian inheritance in man. http://www.ncbi.nlm.nih.gov./OMIM.
[Ipumeuanus:
AJ] — ayTOCOMHO-IOMUHAHTHBINA TUI HACJIEIOBAHMUS,
AP — ayTOCOMHO-pEIECCUBHBIN TUIT HACIEIOBAHMS,

X-J — X-cLeIIeHHbIN JOMUHAHTHBIA TUI HACJIEIOBaHUS,
X-P — X-cuenyieHHbIil pelecCUBHBIN TUIT HACIIEIOBAHUS;
AP? — npeAnonaoXuTeasHO ayTOCOMHO-PELECCUBHBIN TUIT HACIEIOBAHMUS.




