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AHanus cmpykmypoi 3a0ep>XKu ncuxu4eckoz20 passumus
U ymMcmeeHHoli omcmanocmu cpedu nayueHmos
Meoduko-2eHemu4ecKo20 HaQy4HO20 yeHmpa

AHuncnmosa U.B.

OIBHY «MefunKo-reHeTUYeCKniA HayYHblli LEeHTP MMeHN akagemuka H.MN. boukoa»
115522, r. MockBa, yn. MockBopeube, 1

3apepxKa ncnxmyeckoro passutura (3MP) n ymctBeHHasa oTcTanocTb (YO) ABNAIOTCA YacTbIMU CUMMATOMaMU Y NaLNEHTOB, KOHCY/bTY-
pyeMbix Bpauom-reHeTMKOM. Llenb nccneposaHmna: oLeHKa CTPYKTYpbl M pa3Hoo6pa3ua Hosonornvecknx ¢opm 3MP 1 YO n nx anHa-
MUKW CpeAn NaLneHToB, MPOKOHCYNbTUPOBaHHbIX B OIBHY MIHL,. Pab6ota BbinonHeHa Ha MaTepuane, 3BleYeHHOM 13 MeAMKO-
reHeTUYeCKMX KapT NauneHToB, MPOKOHCYIbTUPOBAHHbIX BpavyaMU-reHeTUKaMm KOHCYSIbTaTUBHOMO Y HayYHO-KOHCYNbTaTUBHOTO
oTaenos B 2006 1 2007 ropax v yepes 10 net —B 2016 1 2017 rogax. O6wee 4ncno 06paboTaHHbIX MEANKO-TEHETUYECKUX KAPT 3a
4 aHanusnpyembix roga coctasuno 14301 no Bcem Ho3onorvam, obuiee yncno Kapt naumeHTos ¢ 3MP unu YO 3a 4 roga coctaBuno
2321 kapTy. O6wee konuuecTso naumeHTos ¢ 3MP nnm YO 3a 4 ropa coctasuno 2350, npu 31om fonu naumenTos ¢ 3MP nnn YO, npo-
KOHCYNbTMpPOBaHHbIX B 2016-2017 rofgax, AOCTOBEPHO YBEIMUMANCH MO CPAaBHEHWNIO C JONAMU TaKMX NaLNEHTOB, MPOKOHCY/bTUPO-
BaHHbIX B 2006-2007 rogax. B uccnegyemble nepropgpl ctpyktypa 3P n YO octanacb npakTMyeckn Hen3MeHHOM No Taknm Kpute-
puaMm, Kak non v Bo3spact. lonu naumeHTos ¢ 3MP 1 YO, 06ycnoBneHHbIMK pakTopamu OKpy»KatoLei cpefibl Y reHeTUYeCKMMU Npu-
YrMHaMV, TaKkXKe He npeTepneny nameHeHun. Habnogaetca 3HaunTenbHoe yBennyeHune uncna nauymentos ¢ 3MP v YO B 2016 n
2017 rr. C AUarHO30M, NOATBEPXKAEHHBIM GUOXMMUYECKUMY, MONEKYNAPHO-TEHETUYECKAMUN NN LIUTOreHeTUYeCKUMI MeToAaMMu.
KonnuectBo Ho3onornyecknx popm 3P n YO, noaTBepKAEHHbBIX MOSIEKYIAPHO-TEHETUYECKUMMN UNIN LIUTOFeHeTUYECKMMI MEeTO-
Aamu, BO3POCIIO MOYTY B 5 pa3 3a nccnepyemblin fecatuneTHuin nepunopg. CylecTBeHHOe yBesimyeHme yncna naumneHToB ¢ nabopa-
TOPHO BepndULMPOBaHHbIMYK reHeTndecknmmn dopmamu 3MP nnmn YO B 2016 1 2017 rogax oOycnioBneHO 3HaunTeIbHbIM Nporpec-
com B obnactu HK-grarHocTmkm cmHapomos, Bkitouatowmnx 3MP 1 YO, a Takke noABfeHNeM HOBbIX METOA0B NCCNIeOBaHNIA: XPO-
MOCOMHOIO MMKPOMATPUYHOTO aHanM3a 1 CEKBEHNPOBaHUA HOBOIO MOKOJIEHUA.

KnioueBble cnoBa: 3agiepKa NCXMYECKOro pasBUTKA, YMCTBEHHAA OTCTaNIOCTb, XPOMOCOMHbIe 3ab0neBaHyA, MOHOreHHble 60ne3Hy,
60/1€3HM FEHOMHOIO UMMPUHTUHTA.
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Analysis of the structure of developmental delay and intellectual disability among patients of
the Research Centre for Medical Genetics

Anisimova I.V.

Research Centre for Medical Genetics,
Moskvorechye str.1, Moscow, 115522, Russian Federation

Background: Developmental delay (DD) and intellectual disability (ID) are frequent symptoms in patients consulted by a geneticist.
Purpose of the research: evaluation of the structure and variety of nosological forms of DD and ID and their dynamics among
patients consulted by geneticists of the counseling unit and research and counseling department of the Research Centre for Med-
ical Genetics in 2006, 2007, 2016 and 2017.

Materials and methods: The present work was performed on the material taken from the medical genetic cards of patients of the
Research Centre for Medical Genetics consulted by geneticists of the counseling unit and research and counseling department in
2006 and 2007 and 10 years later in 2016 and 2017. The total number of medical genetic cards processed during the 4 analyzed
years was 14301 for all nosologies; the total number of cards of patients with DD or ID during the 4 years was 2321 cards. The total
number of patients with DD or ID over the 4 analyzed years was 2350. Meanwhile the proportions of patients with DD or ID con-
sulted in 2016-2017 increased significantly compared to the proportions of such patients consulted in 2006-2007.

Results: During the research period (2006, 2007, 2016, and 2017) the structure of DD and ID remained almost unchanged for crite-
ria such as gender and age. The proportions of patients with DD or ID caused by environmental factors and genetic causes also did
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not change. There was a significant increase in the number of patients with DD or ID in 2016 and 2017 with a diagnosis confirmed
by biochemical, molecular genetic or cytogenetic methods. The number of nosological forms of PD and OA confirmed by molecu-
lar genetic or cytogenetic methods increased almost 5-fold over the ten-year period research.

Conclusions: The significant increase in the number of patients with laboratory verified genetic forms of DD or ID in 2016 and 2017
is explained by significant advances in DNA diagnostics of syndromes manifesting in DD or ID, as well as the appearance of new
research methods - chromosome microarray analysis and next-generation sequencing.

Keywords: developmental delay, intellectual disability, chromosomal disorders, monogenic diseases, genomic imprinting disor-

ders.
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McTBeHHas oTcTasnocTh (YO) — cocTostHUe 3a1ep-

’KaHHOTO VUIM HETIOJTHOTO Pa3BUTHUS TICUXUKU WH-

OVBUIyyMa, KOTOPOE, B TIEPBYIO OUEPEb, XapaKTe-
pU3yeTCsT HapyIIeHNEeM KOTHUTUBHBIX, PeYEBBIX, MOTOP-
HBIX ¥ COIMAIbHBIX CIIOCOOHOCTE, MIPOSIBIISIIOIINXCST B
TIepHOJ CO3PEBAHUS M 00ECTICUMBAIOIINX OOIINIA YPOBEHD
MHTEJUIEKTyaJabHOCTH [1].

PacmipoctpareHHOCTh YO B TOMYJISIIIMA, TTO OIICHKAM
pasHbIX uccaenoBanuii, cocrasisier 1-3% [2, 3]. Mo nan-
HBIM BcemupHOIT opraHu3anum 3apaBOOXpaHEeHUS pac-
npocTpaHeHHOCTh YO B pa3BUBAIOIINXCS CTPaHAX MOXET
nocturath 4,8% [4].

IMpuunHamu YO MOryT OBITH TeHeTHYECKHE (haKTOPHI
1 (paKTOPHI OKPYKAIOIIEH CPeIbl, a TAKXKE X COBMECTHOE
BrusiHUE. [1o maHHBIM HECKOJIbKUX MCCICIOBAHUI TeHE-
TUYECKUE IPUIMHBI MOTYT 00bSICHATH 10 40% Bcex ciiyya-
eB 3aIepKKu rcnxuaeckoro passutus (3I[1P) u YO [5—9].
BrnusiHue akTopoB oKpyxKaroleil cpeabl MOXKET 00bsIC-
HATb 0K0J10 15% ciyuaeB YO [10]. [Ipumepro B 50% ciy-
yaeB IpUIUHBI YO 0CTaloTCS HEBBIICHEHHBIMU, HECMO-
TPsI Ha TIOSIBJICHHE BCE 00JIee COBEPIICHHBIX METOIOB M-
arHoctuku [11].

Takue Hapymenus: nHTeuiekTa kak 3I1P (Taxke 3a-
IepXKa TICUXOPEYEBOTO M TICMXOMOTOPHOTO Pa3BUTHS)
n YO SBISIIOTCS YaCTBIMU HAIIPaBUTEJIbHBIMU TAarHO3a-
MU y MTAlIMEHTOB Bpayeii-TeHETUKOB KOHCYJIHTAaTUBHOTO
M HaydyHO-KOHCyIbTaTUBHOTO oTaeiaoB ®I'BHY MI'HII.
B npyrux crpanax mammeHTsl ¢ 3I1P mim YO takke co-
CTaBJISIIOT 3HAYNTENIBHYIO YacTh IIOBOIOB OOPAILICHMS B ME-
IUKO-TeHETUIECKYIO0 KOHCybTanuio [12, 13, 14]. B cBs-
31 ¢ OOJIBIITM pa3HOOOpa3ueM TeHETHICCKOM IMaToI0-
run, conponoxaatomieiicsa 3ITP mim YO, morck TO4HOTO
MarHo3a y TAKUX MAIIMEHTOB HEPEIKO BBI3BIBACT TPYIHO-
CTHU. 3aI0I03PUTh OMPEACICHHBIN TUIT HECUHIPOMATBEHBIX
dop™m YO mpakTruecky HEBO3MOXHO 0€3 NCIIOJIb30BaHMS
COBPEMEHHBIX METOIOB TMAaTHOCTUKHU, Taknx Kak JTHK-

IMArHOCTUKA, BKJII0Uasl CCKBEHMPOBAaHNE HOBOTO TTOKO-
JICHUSI, ¥ INTOTCHETUYECKOE, a TAKKE MOJICKYJISIPHO-1T1-
TOTEHETUUECKOE MCCIe0BaHNEe (XPOMOCOMHBIIT MUKPO-
MaTpUYHBII aHamu3) [15].

[NostBIEHME 3TUX TeTeph YK€ OTHOCUTEIBHO HOBBIX
METOIOB FeHeTUICCKOM TMAarHOCTUKHU TaJI0 BO3MOKHOCTD
OIPEeNCIINTh STUOJIOTHUIO YaCcTH paHee HeanddepeHITNpPOo-
BaHHBIX (hopm 3I1P u YO, npuBesio K OTKPBHITUIO HOBBIX
cuHApoMoB. HammpuMmep, B rcclieqoBaHNM, IIPOBEICHHOM
nouty 20 JieT Hazan, HenuddepeHINPOBaHHbIE (DOPMBI
3I1P u YO cocrapisiiu 80% [16]. I1o naHHBIM MOCIEIHUX
nuccnenoBanuit moist 3[1P u YO ¢ HesicHOI 3THOIOTHEH
3aMETHO CHU3MJIACH, XOTSI OCTAeTCS BCE CIIe TOCTATOYHO
BBICOKOM, 1 cocTaBisgeT okoio 50% [11, 17].

B manHOM mccieqoBaHUM OyIeT IpoBeAcHa OIICHKA
crpykTypsl 3I1P 1 YO 1o pazamyHbIM mapameTpam (Bo3-
pacT, I0JI, CTeTIeHb TSKECTH HapyIIeHWI MHTEIJICKTa,
STHOJIOTHS U 1Ip.) Y TALIMEHTOB, TIPOKOHCYIBTUPOBAHHBIX
BpayaMu-TeHETUKaMU KOHCYJIBTaTUBHOTO OTAe/eHNS Me-
MNKO-TEeHETUICCKOTO HAYYHOTO IIEHTpa UMEHU aKaJIeMU-
ka H.T1. Boukosa B 2006-2007 1 2016-2017 rogax. By-
JIET YCTAaHOBJICHO, IO KaKUM MCCIIEAYeMBIM ITapaMeTpaM
CTPYKTYypa IIpeTepIieia N3BMEHEHNS, a TT0 KaKMM OCTajiach
TIpeXHEH, a TakKe OyIeT IMPOBEICH aHAIN3 YKCJIa HO30J10-
T'Uii TECHETMYECKMX 3a00JIeBaHNIA B MCCIICMyeMbIi TICPUO]I.

MaTtepuanbi n meToabl

OnucaHue 8bl6opKu

Hacrosiniast pabota BbIMosiHEHa HAa MaTepuaie, U3BJe-
YEHHOM M3 MEIUKO-TeHETUYECKHX KapT alneHToB Me-
JIMKO-TEHETMYECKOTO HayYHOTO 1ICHTpa MMEHM aKaJeMHUKa
H.I1. boukoBa, MPOKOHCYILTUPOBAHHBIX BpadyaMU-TeHe-
TUKaMM KOHCYJIbTaATUBHOTO M HayYHO-KOHCYJIbTaTUBHO-
ro otaesioB B 2006-2007 rr. u yepe3 10 et B 2016—2017 rr.
JJ1s1 TOTO MPOBEEH aHATU3 BCeX KapT MallMeHTOB 32 9TU
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nepuoabl. 2017 roa xapakTepru30BaICsl Pe3KO BO3POCIINM
YHCJIOM TTallMeHTOB 1, COOTBETCTBEHHO, MEIUKO-TeHETH -
YECKUX KapT, B CBSI3U C MOSIBJICHUEM BO3MOXHOCTH ITOJTY-
YEHUsI METUKO-TeHETUIECKOI KOHCYJIBTAIIUY 1 BBITTOTHE -
HUST OOJIBIIMHCTBA TeHETMUECKMX aHAIM30B Ha OIOIXKeT-
HoIT ocHOBe. [103TOMY OBIIO MPUHSTO pellieHre BKITIOUNTh
B aHaJIU3 TOJIBKO KapThl MepBoil moyioBuHbl 2017 roga
(09.01 — 07.07.2017). dons mpoaHaIU3UPOBAHHBIX KapT
322017 rox cocraBuna 51,4% (4515 xapt) or OGI1IErO YnC-
Jia kapt 3a ron (8778 kapr).

B xone paboThl ObUTM OTOOPaHBI MEAMKO-TeHETHUYE -
CKH€ KapThl, BKJIIOYAIOIINE TaHHBIE O CEMbsIX TallieH-
ToB ¢ 3I1P nnu YO. Jlanee 6b110 MpoBeAeHO U3BIeUEHUE
M3 KapT clieayonieil HGopMaluu O TalMeHTe: TaHHbBIX
0 TI0JIe, BO3pacTe Ha MOMEHT MpuéMa, BO3MOXKHOM PO/ -
CTBE poauTesieil (Co CIOB poauTeNieil), HaTUYUU CUOCOB
U ux 310poBbe, cterieHu 3I11P uan YO, Hanuunu nopokoB
pPa3BUTHS/TIPU3HAKOB TUcMOphU3Ma, HATMIUU Cy10por/
AIWJICTICUY, BBITTOJIHEHHBIX TEHETUYECKUX aHaIn3ax, 3a-
KJTIOUMTETLHOM JTUArHO3e.

B pesynbrare B aHaIM3upyeMylo BLIOOPKY (Hanee 000-
3HavyaeMylo Kak «maiueHTs ¢ 3I1P u/unu YO») Bonuiu na-
LIMEHTHI co caenyommmMmu cumnroMamu: 3I1P (paznuuHoit
CTEIIEHU TSDKECTH); 3allepXKKa TICUXOPEYeBOTO Pa3BUTHUS
(Pa3IMYHOM CTETIEHU TSDKECTH ); 3a/IepKKa TICUXOMOTOPHO-
T0 pa3BUTHUS (Pa3IUYHON CTereHU TskecTn); YO (paznuy-
HOM CTeneHU TSKECTH ), a Takke rarueHTsl 6e3 3[1P u YO
Ha MOMEHT OCMOTpa B BO3pacTe, He ITO3BOJISTIONIEM YCTaHO-
BUTb HapyllleHWe MHTEJUIEKTa, HO C TTONTBEPKIECHHBIM T'e-
HETUYECKMM TMarHO30M, TTPEATIOoIaraloM 00si3aTeIbHOE
TMOSIBJIECHVE MHTEJUIEKTYaIbHBIX PACCTPOMCTB B OY/IyILIEM.

OO11ee yncio 006padoTaHHBIX MEANKO-TeHETUYECKUX
KapT 3a 4 aHaM3upyeMbIX rofa coctaBuio 14301 o BceM
HO30JIOTHSIM, pacrpeie/ieHre Yrciia o00paboTaHHBIX KapT
I10 To/IaM MoKa3aHo B TadJ. 1. OG1iee yncIio KapT MaluyeH-
ToB ¢ 3I1P unu YO 3a 4 rona coctaBuio 2321 kaprty, pac-
MpejesieHre Yucia KapT 10 TolIaM TakxKe TPeaCcTaBIeHO
B Tadu. 1. O01ee konmuecTBo marueHToB ¢ 3I1TP uim YO

3a 4 roga coctaBuiio 2350, pacrnpeneeHue KoauJecTBa rna-
LIMEHTOB I10 rofaM Mokas3aHo B Tad. 1. Yucso kapT u ync-
Jjto mranmedTos ¢ 3ITP wiam YO B 2007, 2016 u 2017 romax
HE COBITAAlOT, TaK KaK B HEKOTOPHIX KapTax Obljia WH-
dopManust o 6onee yem ogHoM nauueHTe ¢ 3I1P unu YO.

B cBs13u ¢ OoTCYTCTBUEM TOYHOI MHMOPMAIIMU O KO-
JIMYECTBE MALIMEHTOB C ApYyruMu Ho3ojorusmu (6e3 3ITP
u YO) paccuutana poJs Kapt nauueHTon ¢ 3[1P u YO
OT BCEX NTPOAHAIM3MPOBAHHBIX KapT, a He OIS MalueH-
ToB ¢ 3I1P 1 YO oT Bcex MpoOKOHCYIbTUPOBAHHBIX MALIH-
€HTOB B aHAJIM3UpyeMble rojbl. [1py aHanm3e KapT namu-
eHTtoB ¢ 3I1P wiu YO nostydyeHbl TOUHbIEC TaHHBIE O YKCIIe
TaKUX MAllMEHTOB, TO3TOMY OCTaTbHBIC BHIYMCIICHUS B pa-
60Te OYyIyT MPOBOAMTHCS C YYETOM HEITOCPEICTBEHHO KO-
JIMYECTBA MAIIUEHTOB.

CTaTUCTUYECKHME PACUETHI BHITTOJIHEHBI B IIPOTPaMMax
GraphPad Prism 8.4.3 u Microsoft Excel.

P93y11 bTaTbl N OGCY)KAEHI/IE

J1J1s OLIEHKW HaJTMIMsI WJIM OTCYTCTBUSI pa3IMuuii B 10-
JIIX TIAIMEHTOB KaKI0M M3 ABYX IPYIIIT B UCCJIEIyEMbIE TO-
JIbI PACCUMTAHO 3HAUYEHME X%, paBHOE 263,5. M3 aToro ce-
nyeT, yto noiu nauyeHtos ¢ 3TTP unu YO B uccienyemebie
TOJIbI IOCTOBEPHO Pa3JIMYaroTCsl. DTO pa3andnue MOXHO
OOBSICHUTDH CHIKEHUEM CPEN MAallueHTOB, TPOKOHCYJIb-
tpoBaHHBIX B DI'BHY MTI'HLI, noian 6epeMeHHEBIX, Ta-
LIMEHTOK C HeBbIHAIIIMBAHUEM OepEeMEHHOCTH U OGecTuIo-
JIeM U Tap, MPOKOHCYJIBTUPOBAHHBIX 10 BOITPOCAM ITjIa-
HUpoBaHUsT 6epeMeHHOCTH, B 2016 1 2017 rr. Jloau kapT
MalMEHTOB 3TUX KaTEerOpuii B UCCIIeMyeMble TObI TIPe-
CTaBJICHBI B TA0J. 2.

Takum o6pazom, HaOTIOAAETCS PE3KOe CHIKEHUE IO
Kaxmoi rpyrbl K 2016 1 2017 rr. (x>= 2920, p-3HaueHue
<0,0001), cBs3aHHOE ¢ pa3IMYHbIMU (pakTOpamu (B T.4.
C U3MEHEHHEeM ITopsIIKa TTPOBEIeHNSI MAaCCOBOTO CKPH-
HUHTa OEpeMEeHHBIX B ITIepUHATAIBHBIX IIEHTPaX U XKeH-
CKUX KOHCYJIbTAIIUSIX).

Tabnuya 1
PacnpepeneHue Kapt naymeHToB ¢ 3MP unu YO n KapT Apyrux nayneHToB B uccnefyemble roabl, Konnyecrso naymneHTos c 3MP unu YO
Kaptsl maunenTos ¢ 3I1P wim YO YHCI0 MALUEHTOB KapTsl 1pyrux naimeHToB Konunyectso
Ton 3MP VO TMPOaHATU3UPOBAHHBIX

KonunuecTso Hons, % ¢ i KonmnuecTso Honst, % Kapt
2006 437 12,58% 437 3037 87,42% 3474
2007 382 10,89% 383 3126 89,11% 3508
2016 460 16,41% 468 2344 83,59% 2804
2017 1042 23,08% 1062 3473 76,92% 4515

IIpumeuanne: 3HaYeHUe > 1T BCEX aHATU3UPYEMbIX JeT 263,35, p-3Hauenne <0,0001. Kpurnueckoe 3HaueHUE MPU 3-X CTEMEHSIX CBOOOIBI
(df = 3) u ypoBne 3Haunmoctu 0,05 1o Tabiauile KPUTUIECKUX 3HAUYeHUT pacripeneneHus x> = 7,815.
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Bospact maituenTtos ¢ 3ITP win YO B ananuzupyemori
BBIOOpKe B 2006 roay Haxoauics B Auamna3oHe ot 11 qHeit
1o 43 ner u 1 Mec., B 2007 romy — ot 22 aHeii g0 22 aeT
u 1 mec., B 2016 rogy — ot 6 nHeit 1o 35 et u 11 mec.,
B 2017 rony — ot 25 gHeit no 38 net u 1 mec. B cBsa3u
C aCUMMETPUYHBIM paclipeie]IcHUeM MallMeHTOB aHaJI-
3UpyeMOil BHIOOPKH 110 BO3pacTy paccuuTaHa MeauaHa,
MpejacTaBieHHas B a0, 3.

W3 Ta6a. 3 BUIHO, YTO MUHUMAJIBHBIN 1 MeIMaHHBINA
Bo3pact nauueHToB ¢ 3I1P wiu YO ocrarotcs mpakTuye-
CKM HEM3MEHHBIMU B MCCIIETyeMbIe TO/Ibl, HEKOTOPHIE OT-
JIMYMST HAOJIIOAI0TCS JIMIITh B MAaKCUMaJIbHOM BO3pacTe
namueHToB. MeauaHa Bo3pacta nauueHToB ¢ 3I1P win
YO HaxonuTcs B nipeAenax ot 3 J. 1 8 mec. 10 4 1. 1 5 Mec.
Bo MHOrux ucciaenoBaHMsIX, MMPOBEIESHHBIX Yallle BCETO
ncuxuarpamu, pacrnpoctpaHeHHocTb 3I1P u YO B nan-
HOIM BO3PACTHO IPYIIIE TOCTATOYHO BBICOKA, HO HE MaK-
CHMaJIbHa, YTO, BEPOSITHO, CBSI3aHO C 00JIee YaCThIM KOH-
CYJBTUPOBAHUEM Y IICUXUATPA TIPU MOSIBJICHUM OYEBUII-
HbIX )ano6. Hanpumep, uccienoBaHue, NpoBeIeHHOE
B Kurae cpeau neteit B Bospacte 0—6 jer, mokasbiBaer,
yrto pacrnpoctpaHeHHOCTh 3ITP u YO B 201t Bo3pacTHO
rpymmne coctaBuna 0,93% [18]. Iomo6Hast nomst (0,9%) mo-
JlydeHa U TIpY TTOMYJISIIIMOHHOM UCCIeI0BaHUM B ATJIaH-
te (CILIA) cpenu neteit 3-10 yieT, B KOTOPOM B KauecTBe

KpUTEpHUs TMAarHOCTUKHU UCITOJIb30BaH KoabduimeHT 1Q
[19]. B uccnenosanum IletpakoBa B./l. ¢ coaBT. mokasa-
HO, 4TO pacnpoctpaHeHHOCTb 3I1P u YO cpenu nereit
1o 15 net, Habaomaemasi B 15 3apy0exXHBIX CTpaHaX, CO-
craBisieT okoio 4% [20]. B 60oapIIMHCTBE MCCITeAOBAaHUIA
MakcuMaibHas o nanueHToB ¢ 3[1P u YO nonamaer
B ITpoMeXyTOK 6-20 et [12, 22, 23].

Hanee B paboTe Bce MalMeHThl aHATU3UPYEeMOI Ha-
MU BBIOOPKHU OYAyT pasinesieHbl Ha IPYIIThI 110 pa3ind-
HBIM KPUTEPUSIM, OTIPEAeIEHbI KOJMIECTBO U JTOJIS Al -
€HTOB TS KaXIIOW M3 CpaBHUBAEMBIX TPYTII B 3aBUCUMO-
CTH OT MCCJIEyeMOTO To/ia.

PacnpepeneHue nauneHToB B 3aBUCUMOCTI
oT Hanunuma 3MP nan YO

HMHbopMalus o TSKeCTU HapyIIeHU MHTEIeKTa
y MalMeHTOB OblLiIa B3sITa U3 KapT, IJle OHA Obljia IpeaCcTaB-
JIeHa 3aKJTI0YeHUEM Bpada-TICUXUaTpa Wil HEBPOJIOTa WIIA
YCTaHOBJICHA BPauOM-T€HETHKOM Ha IpHeMe Ha OCHOBA-
HUU CBEACHUI O TICUXUICCKOM CTaTyCce W TeMIIaX pa3BU-
THS TALIMEHTA, TTOTYIeHHBIX OT POAUTENICH/COTTPOBOXKIA-
IOIIMX JINII TIpU cOOpe aHaMHe3a M OCMOTPE.

B 1 rpynmy Bkimtouensl naueHTsl 6e3 3ITP 1 YO Ha
MOMEHT OCMOTpa, HaXOAAIIHUeCs B TOM BO3pacTe, KOr-

Tabnuua 2

[onu KapT 6epeMeHHbIX, NaLNEHTOK C HeBbIHALLMBaHNEM 6epeMeHHOCTH, Nap, NNTaHMPYIOL X 6epeMeHHOCTb
1 NaLumeHToB ¢ 6ecnioguem B uccnegyembie rogbl

KapThbl MalneHToB KapThl MalieHTOoB, OcraJibHBIE KapThl
KapTtbl marmen-
KapTbl GepeMeHHBIX C HEBBIHAIIIMBAaHUEM TUIAHUPYIOLIUX aHaJIM3UPYyEMOro
TOB C OecIIonrueM
Ton GepeMeHHOCTH 0GepeMEeHHOCTh reprona
KonnuectBo Honst, % KonuuectBo Honst, % Ko Hoxs, Komunuectso | Hons, % | KomuvecTBo Hons,
YEeCTBO % %
2006 1195 34,42% 206 5,93% 94 2,70% 370 10,65% 1609 46,30%
2007 1257 35,83% 211 6,02% 99 2,81% 374 10,66% 1567 44,68%
2016 289 10,31% 119 4,23% 144 5,15% 201 7,17% 2051 73,14%
2017 122 2,70% 104 2,30% 71 1,57% 110 2,44% 4108 90,99%

IIpumMeuanue: 3HaYeHUe X2 VTSI BceX aHAMM3UPYyeMBbIX JeT 2920, p-3HayeHue <0,0001. Kputndyeckoe 3HaueHUE MPU 12-TH CTEMEHSIX CBOOOIBI
(df = 12) u ypoBHe 3Haunmoctu 0,05 1Mo Tabiuiie KpUTUIECKUX 3HaYeHMI pactipeaeaeHus x> = 21,026.

Tabnuya 3
MepwaHHbIN, MMHMManbHbIN N MaKCMManbHbI Bo3pacT nauneHTos ¢ 3MP unu YO aHanusmpyemoii BbiIGopKu
Fon Bospacr nanneHToB
MuHUMaIbHBIN BO3pacT 50-b1it MPOLEHTWIb (MeIMaHa) MaxkcuMaibHbIi BO3pacT
2006 11 nueit 3r.u8 mec. 43 1.1 1 mec.
2007 22 nHs 4r. 22r.1u 1 mec.
2016 6 nHei 41.1 3 Mec. 351 u 11 mec.
2017 25 nHel 4r.u5 Mmec. 38 11. u 7 mec.
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J1a HEBO3MOXKHO BBISIBUTH HapYIIICHUS WHTEJJIEKTa, O -
HaKO YCTaHOBJIEHHbBIN T€HETUUYECKUI AUArHO3 Mpearo-
JlaraeT BOBHUKHOBEHUE MHTEJIEKTYaJbHBIX PACCTPOICTB
C BBICOKOIi J0Jeil BepOsITHOCTU B OyayieM. boblinyio
YacThb IPYIIbl COCTAaBWIN MaLMEeHTHl ¢ cMHIApoMoM [lay-
Ha — 92,3% B 2006 1., 86,67% B 2007 1., 81,82% B 2016 T.
n 75% B 2017 1. MUHUMAaJIBHBINA M MaKCUMAaJTbHBIA BO3-
pacT TakMxX NauueHToB cocTaBml B 2006 r. min — 11 nHeii,
max — 3 Mecsua 22 aHs; B 2007 r. min — 22 gHs, max —
1 rox 2 mecsua 12 nHeit; B 2016 r. min — 6 gHE, max —
11 mecsueB 5 nHeii; B 2017 r. min — 25 mHei, max —
1 ron 3 mecsiua 26 aHeid.

MuHUMAaIBHBIN BO3pacT IJisd JAaHHOMW TPYITITLI HaX0-
Iujacs B mpeaenax 1 mecsua, a MakCUMalbHbI — OKO-
7o 1 roma Bo Bce mcciienyeMbie Toanl, Kpome 2006, Korma
MaKCUMaJbHbIN BO3pacT cocTaBWwiI 3 Mecsia 22 aHs. JaH-
HbI€ pa3Inuyusl, BEPOsITHEE BCEro, 0OYCIOBIECHBI CIydaii-
HBIMU (baKTOpaMu. 2 TPYIIIY COCTAaBWIU MalueHThl ¢ 3[1P
nnu YO. JlaHHbIE 0 cpaBHUBAaeMbIX TPYITNaX MPeacTaBIeHbI
B Ta0i. 4. TakuM 00pa3oM, MOXHO YTBEPKIATh, YTO JI0-
JIM TTAlIMEHTOB 00EUX IPYII OCTAIOTCSI MPAKTUUECKU He-
M3MEHHBIMMU.

PacnpepeneHne naueHTOB Mo CTeNeHn
TAXKECTUN NPOABNEHNA HapyLIeHNI HTeJIeKTa

B 3aBUCUMOCTH OT TSDKeCTU HapylIEHWI MHTEJIJIeKTa
MalXeHThl ObUTU PacNpeeieHbl Ha CIEAYIOIINE TPYIIIbI:

1 rpyrina — nauueHTsI ¢ Jierkoit crenenbto 3I1TP wmm YO
C TMarHO3aMHU 3aJIepXKKa IMCUXUUYECKOT0,/ TICMXOPEUeBOTr0,/ TICH -
XOMOTOPHOTO Pa3BUTHS JIETKOM cTerneHu, YO JIeTKol CTeneHu.

2 rpynna — nauueHThl ¢ yMepeHHoil crenenbio 3I1P
umn YO ¢ auarHo3amu 3ajiepXKa ICUXUIecKOoro/ ICuxo-
pPEYeBOro/TICUXOMOTOPHOTO Pa3BUTHSI YMEPEHHOI CTere-
HU, YO yMepeHHOI cTerneHu.

3 rpyrnna — NalueHTh C TSKEIbIMU U TPYObIMU (TTy00-
KUMU) HapyIIEHUSIMU MHTEJUIEKTa C TMarHo3aMu 3a/1epK-
Ka IMCUXUYECKOT0/TICUX0PEeYeBOTO,/TICMXOMOTOPHOTO pa3-
BUTHSI TSDKEJION CTETIEHU; 3a/IepKKa ICUXUIeCKOro,/TICU -
XOPeUYeBOT0/TICUXOMOTOPHOT'O Pa3BUTHSI TPYOOIi CTETIEHH;
YO tsaxenoii crenenu; YO riay0oKoii cTeneHu.

JlaHHbBIE O KOJIMYECTBE U JOJISIX TALIMEHTOB B KaXIOW
W3 TPy MPEACTaBIeHbI B Ta0I. 5.

ITo naHHBIM TabJI. 5 MOXHO c/ieJIaTh BBIBOJ O TOM, UTO
JTOJTU MALMEeHTOB KaXXA0i U3 TpexX IPyIN JOCTOBEPHO pa3-

Tabnuya 4
PacnpepeneHve nauneHToB aHann3npyemolri BbiI6OPKM B 3aBUCMMOCTIU OT Hanuuusa unu orcytcreus 3MP nan YO
TMauuentst 6e3 3I1P uau YO* TMauumenros ¢ 3T1P uau YO OO0111ee KOJTMIECTBO
FOZ[ TTAaIITMEHTOB B aHAJIU3U-
Konnuectso Hons, % Konnuectso JHons, % PyeMoii BEIGOpKe
2006 13 2,97% 424 97,03% 437
2007 15 3,92% 368 96,08% 383
2016 11 2,35% 457 97,65% 468
2017 20 1,88% 1042 98,12% 1062

ITpumeuanue: * naunentsl 6e3 3[1P win YO Ha MOMEHT 0cMOTpa, HaXoAsIIIMeCs B BO3pacTe, KOI/ia HEBO3MOXHO BbISIBUTb HAPYLLIEHUSI MUHTEJJIEKTA,
OJIHAKO YCTaHOBJIEHHbI/ TEHETUYECKUI TMarHo3 MpearnosaraeT BOSHUKHOBEHNE MHTEJJIEKTYaJIbHBIX PACCTPOMCTB C BHICOKOM J10JIell BEPOSITHOCTH
B OymyiieM. 3HaUeHKe XISl BCeX aHAIM3UPYeMbIX JieT 5,234, p-3Hauenue 0,155. Kputnueckoe 3HaueHue mipu 3-x crerneHsix cBooomsl (df = 3) u ypos-
He 3HaunMocTH 0,05 1Mo Tabyuile KPUTUYECKUX 3HAUYEHU I pactipeneseHust x> = 7,815.

Tabnuua 5
PacnpepeneHue nauueHToB no crenelu Taxectu 3MP n YO
Ton Jlerkas crenenn 3[1P u YO Vmepennas crenens 3[1P u YO l;’;z(ggii gﬁ?gog,(aoﬂ O611ee KOTNYECTBO
nauueHTos ¢ 3[1P u YO
Kommnuectso Hons, % Kommuectso Hons, % Kommuectso Hons, %
2006 47 11,08% 261 61,56% 116 27,36% 424
2007 28 7,61% 224 60,87% 116 31,52% 368
2016 39 8,53% 283 61,93% 135 29,54% 457
2017 114 10,94% 564 54,13% 364 34,93% 1042

IIpumevanne: 3HaueHMe x> AJIs1 BCeX aHaIM3Upyembix JieT 16,42, p-snauyenue 0,012. Kputnueckoe 3HaueHue mpu 6-TU CTETIEHSIX CBOOOIBI
(df = 6) u ypossre 3Haunmoctu 0,05 (a=0,05) rmo Tabiuile KPUTUUECKUX 3HAYCHMIT pacripeaeneHust x> = 12,592.
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JIMYAIOTCS B MCClIeayeMble roabl. HecKonmbko 6osbiias 10-
JIsl malyeHToB ¢ Tsokesoi creneHbio 3ITP u YO Habo-
nanack B 2007 romy u, ocobeHHo, B 2017 romy, 4To MOXeET
OBITb O0YCJIOBJIEHO MHOXKECTBOM (haKTOPOB, B YACTHOCTH,
CITYYaHBIMU KOJICOAHUSIMU.

Pacnpenenenue 3I1P u YO B nmonynsiiiuu B 3aBUCH-
MOCTH OT CTEIEHU TSKECTH BBITJISIIAT CICAYIOIMIUM 00-
pa3oM: Ha JICTKYIO ¥ YMEPEHHBIC CTCIICHU TTPUXOINT-
cs1 85% n 10% COOTBETCTBEHHO, a Ha TSKEIYI0 — OKO-
710 2% [24]. I1o HabTIOIEHUSIM COBETCKOTO M POCCHIICKOTO
ncuxuarpa Mcaesa JI.H. post 1ull ¢ 1erkoit cTeneHblo
3I1P n YO cocrabnseT 68,9—88,9% cpenyu Bcero KOHTUH-
redta quu ¢ 3[TP u YO [25].

B ctpykrtype nanuenTtos ¢ 3I1P u YO, npoKoHCY/1b-
trpoBaHHBIX B DI'BHY MTI'HLI , monst nerkux hopM co-
craBuiia 7,61—11,08%. Menblas 10JI TAKUX MALMEHTOB
10 CPaBHEHMIO C paHee OMyOJTMKOBAaHHBIMU JTaHHBIMHA MO-
>KeT OBbITh cBsI3aHa ¢ TeM, uTo 3I1P u YO nerkoii creneHu
peXe cy>KaT ITOBOIOM IIJIsT OOpaIleHHS K Bpady-TeHETUKY
BBUY JIYYIIIEi amanTalliy MAallMEHTOB K JKU3HHU 110 CpaB-
HEHUIO C TSDKeJbIMU U yMepeHHbIMU hopmamu 3ITP u VO.
Honst maleHTOB ¢ TskeabiMu ctereHsimu 311P u YO,
TIPOKOHCYJIBTUPOBAHHBIX B MeINKO-TeHETHIECKOM Ha-
YYHOM LIeHTpe UM. bouKoBa B McciiemyeMble TOIbI, COCTa-
Buna 27,36—34,93%, 4To 3HAYNTENIBHO BHIIIIE, YeM Cpe-
nu Beex namyeHToB ¢ 3I1P u YO B npyrux uccienoBaHMsIX.
B ony6mKoBaHHBIX paboTaxX MOKa3aHO, U4TO JOJIST TCHETH -
YeCcKMX ()OPM BBIIIIE CPEIU MAIIMEHTOB C TSLKEIBIMU (DOop-
mamu 3I1P u YO [9]. [Touck TOYHOTO ArarHo3a CBsI3aH
C HaMepeHWEM TTOHSTh TeUeHHe 3a00JIeBaHMs, IOI00paTh
MPaBUJILHYIO TEPAINIo, a TaKKe TIOHSTh PUCKH ITOBTOPE-
HUsI TAKOTO 3a00JIEBaHUS B CEMbE.

PacnpeAeneume nayvneHToB No nony

JlaHHbBIE O KOJMYECTBE U JOJISIX MALMEHTOB aHATU3M -
PyeMOIi BEIDOPKM MYKCKOTO U JKEHCKOTI'O 110J1a IO UCCe-
JIyeMbIM TOJIaM TIpeICTaBIeHEI B TA0J1. 6.

MoxXHO yTBepKAaTh, UTO 1011 naueHToB ¢ 311P wiu
YO MyXCKOTo 1 >KEHCKOTO IT0JIa OCTaBaIUCh MPAKTUYECKU
HEM3MEHHBIMU B CCJIEyeMble TOIIbI.

Honst manuenToB ¢ 3I1P wiu YO myxkckoro mnosia
BBIIIIE, YeM KeHCKOro Tojia. COOTHOIIEHHE MallieHTOB
MY>KCKOT'O U 3K€HCKOTO T10J1a B uccieayemblie roabl: 1,22:1
B2006T.,1,3:1 82007 1., 1,63:1 B2016T., 1,42:1 82017 T.
(B cpelHeM COOTHOIICHWE MallMEHTOB MYKCKOTO M JKEH-
ckoro 1,39:1). Paznuuus Mexny AByMs MojaMu CTaTU-
CTUYECKHU NOCTOBepHBHI (t-kKputepuit = 14,7). Beposit-
HO, 3TO MOXHO OOBSICHUTh HaJIMYMEM B BBIOOpPKE IMally-
€HTOB MYXCKOTO T10JIa C CHHIPOMaMU ¢ X-CILeTUIEHHBIM
pelieCCHBHBIM TUITOM HacJieoBaHMsI. B HEKOTOpBIX rcce-
TIOBaHUSX TaKKe MmokazaHo, yto 3I1P unu YO cpenu iy
MYXKCKOTO IMoJia BcTpeyaroTcsl nmpuMepHo B 1,3—1,4 paza
yaiie, YeM CpelIu XEeHIIMH, YTO MOXET ObITh 00YCJIOBJIE-
HO X-CLIEIUIEHHOH pelecCUBHOI matoyorueii [3, 26, 27].

PacnpepeneHue nauveHToB Mo 3TMosornm
(anarHosy)

JlaHHBIE 0 KOJIMYECTBE U T0JIe MallMeHTOB ¢ Henudde-
pennupoBaHHoi 3I1P u YO u ¢ ycTaHOBIEHHOI 3THOJI0-
TUel TIpeICTaBIeHbI B Ta0. 7.

B rpynmy mamueHTOB ¢ HeaudbepeHIINPOBAaHHBIMU
dopmamu 3ITP nnmu YO BKIIIOUEHBI TTALIMEHTHI, Y KOTO-
pbix atnonorust 3ITP u YO ocTtanach HEM3BECTHOM MOCIE
MEINKO-TeHeTUYECKOTO KOHCYJIBTUPOBAHUS U, B HEKO-
TOPBIX CIIy4Yasix, IOCJe MMPOBEACHUS TaO0OPaTOPHOM Te-
HETUYECKOUN MMAarHOCTUKU (OMOXMMHUYECKOI, MOJIEKY-
JISIPHO-TEHETUUYECKOU M ITUTOTeHeTu4YecKoii). [TammeH-
TBI ¢ ycTaHOBIIeHHOM 3THonorueii 3I1P umm YO — ato
MMAlIMEeHTHI C KIIMHUYECKU YCTAaHOBJICHHBIM JUAaTHO30M
3I1P u YO (Bo BpeMsI KOHCYJIbTAIlUM 03 MPOBEICHUS
J1abopaTOPHBIX TEHETUYECKUX aHAJIN30B), ¢ 3a00jieBa-
HUSMH, TTIOATBEPKACHHBIMA METOTaMU OMOXUMHUIECKOM
IWAaTHOCTUKYU (HacCJeICTBEHHBIC 00JIe3HU OOMeHa Be-
IIEeCTB), ¥ TMAarHO30M, YCTAHOBJICHHBIM/TIONTBEPKIEH-

Tabnuya 6
PacnpepeneHne nauneHToB aHanU3npyemor BbIGOpPKN no nony

naLIPIGHTbI MY2KCKOT'O I10J1a naHHSHTH 2KEHCKOTO IToJIa O6Luee KOJIUYECTBO
Fox KonnyecTso Tons, % KonunuecTso Tlons, % TIallMEHTOB BHIGOPKH
2006 240 54,92% 197 45,08% 437
2007 216 56,40% 167 43,60% 383
2016 290 61,97% 178 38,03% 468
2017 623 58,67% 439 41,33% 1062

TIpumeyanue: 3HaYCHUE X* IS BCEX aHATM3UPYEMBIX JIeT 5,265, p-3Hayenue 0,153. Kputnyeckoe 3HaYeHMe Tipy 3-X cTeneHsix cBooosl (df = 3) u ypos-
He 3HaunMocTu 0,05 1Mo Tabinile KpUTUIECKUX 3HAYeHMIA pactipeaesienus x> = 7,815.
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HBIM IUTOTCHETUYECKMMU VTN MOJIEKYJIIPHO-TeHETHYe-
CKUMHM UCCEeTOBAHUSIMU.

OueHuB ypoBeHb p-3HaueHus (0,0052) u x2(12,77),
MOXHO TIPEIIOJIOKUTD, YTO B UCCIIELyeMbIe TOIbI Ha0JIo-
JAIOTCST Pa3JIMUMS B IOJISIX MAIIMEHTOB C YCTAaHOBJIEHHOM
atuonorueit 3I1P unu YO. lonst mauueHToB ¢ Heaub-
(bepeHIMPpOBaHHBIMU (hOpPMaMM HapYyIIEHU MHTEIIEK -
Ta HaXOOUTC B AuamnasoHe 59,19—67,42%, a nons nauu-
€HTOB C YCTAaHOBJICHHOM aTHoorneii — 32,58—40,81%.
B 0630pe Ilyas M. ¢ coaBt. noas1 HenuddepeHIMpoBaH-
HbIX popM coctaBuia 50% [11]. B uccnenosanuu Lopez-
Pisén J. ¢ coaBT., BBITTOJHEHHOM Ha BbIOOpKE MAllMEHTOB
Bpaya-HeBpoJora, npeacrtaBieHHoi 995 nperbmu ¢ 3I1P
1 YO yMepeHHOH U TSIKE0M CTereHu, ToKa3aHo, 4YTo 10~
s nauveHToB ¢ 3ITP u YO ¢ ycraHOBIEHHOM 3THOJIOTMEN
cocraBuia 31%, a ¢ HeusBecTHO 3THOJIOTHEH 69% [17].
Hudpsl B HallleM MCCIeI0BAaHUY IPUMEPHO TaKKe Xe, KaK
W B IPYTUX UCCIIENIOBAHMSIX, a BBISIBJICHHBIE Pa3IMIus B 10-
JISIX MOTYT OBbITh 0OYCIOBIEHBI pa3HbIM CITOCOO0M (HOpMU-
pOBaHUsI BHIOOPOK MAIIMEHTOB M KOJIMYECTBOM TIPOBEICH-
HBIX JJAOOPATOPHBIX UCCAEAOBAHUIA.

ITanueHTsl ¢ ycTaHoBieHHOM aTHoiorueit 3ITP nin
YO 6b111 pazaesieHbl Ha ABE TPYITIbL:

I rpynna — nmauueHTsl, y Kotopbix 3I1P nnn YO 06-
ycJaoBJieHa (pakTopaMM OKpyxKatolieit cpeabl (OTSTOIIeH-
HBIM TIepUHATaJIbHBIM aHAMHE30M WMJIM TepaTOreHHBI-
MU dakTopamu). B maHHyI0 TpynIy oTHECeHbl MallueH-
TBI C YETKOW MPUUYMHHO-CJICICTBEHHON CBSI3bI0O MEXIY
OTSITOILIEHHBIM TTePUHATATLHBIM ITEPUOIOM VI BIVSHU-
eM TepaToreHHbIX ¢akTopoB U HasmuureM 3I1P umu YO.
B aHaMHe3e TaliMeHTOB ¢ TTepUHATaTbHBIMU TTPUYMHAMK
3I1P u YO Habmoaaiuch HeAOHOLIEHHOCTb (B T.4. I1y00-
Kas (28—31 Hen.) 1 akcTpeMaibHas (MeHee 28 Hell.)), Ts-
KENTbIE PO (CTPEMUTEIbHbBIE VI 3aTSKHbBIC), ITUTEb-
HbIIT 0€3BOIHBIN MPOMEXKYTOK, HU3KME OaJlIbI 0 IITKajie
ATirap TIpu poXIeHUM, UCKYCCTBEHHAsI BEHTUJISILIMS JIeT-
KUX, IJTUTESJIbHBIN TIEPUO BBIXaXKMBAaHUS U TOCITUTAIN3a-
LIUST TIOCJIe pOIMJIbHOTO nmoMa. Yaiie Bcero takve maim-

SHTBI UMEJIV TUaTHO3 «IeTCKHH 1epeOpabHBIN TTapaTnd»
C TUTTMYHBIMA IBUTATEIbHBIMKM HapYIIECHUSIMUI (CITaCTH-
YeCcKOl TeTparuierueii/aurierueit u ap.) 6e3 Kakux-amoo
npusHakoB aucMopduu. Ces3b 3I1P u YO ¢ tepaToren-
HBIMU (DaKTOpaMM OMpeesisilach HA OCHOBAHUM aHaMHe3a
U KJIMHUYECKOro ocMoTpa. B HaieM ucciaenoBaHuu qaH-
HYIO TPYIITY TIPEICTaBIsIeT OAUH CUHIAPOM — (heTalIbHBII
AJIKOTOJIbHBIN CUHAPOM. Bce TpOKOHCYIBTUpOBaHHBIE Jie-
TH C JAHHBIM CUHIPOMOM KWJTA B TIPUEMHBIX CEMBSIX VTN
OBLIM BOCTIMTAHHUKAMU JETCKOTO 10Ma.

2 TpymnIia — MalWeHThl ¢ TeHETUICCKUMU TTpUINHA-
mu 3ITP vin YO. B naHHy10 rpyniy OTHeCeHbl MalleHThI
C TeHETUYECKUM TMAarHO30M, YCTaHOBJICHHBIM KJIMHUYE-
CKU1, OMOXUMUYECKU 1/ MOJIEKYJISIPHO-TeHETUYECKU -
MM U IIUTOTEHETUIECKUMU METOIAMMU.

B 1a0u1. 8 mpencTaBeHbI O MALIMEHTOB JIJIST KaskIOM
IPYIIIbI, pACCUMTAH X IJIST OLICHKK CTAaTUCTUYECKOI 3HA-
YUMOCTH pa3Induil NoJiei MalMeHTOB KaXI0i U3 TPy
B HCCJIEyeMbI€ TOJIbI.

ITo maHHbBIM Ta0Ja. 8, 3HaueHuIo x> (2,466) u p-3Ha-
yeHuto (0,481) MOXXHO clenaTh BbIBOI O TOM, UTO AOJU
MaIMEHTOB KaXI0 13 IBYX TPYIIIT OCTAIOTCS IOCTATOYHO
TTOCTOSTHHBIMM B MCCIIeMyeMbIe TOabl. MOXHO TTPeaIono-
>KWTh, UYTO HEOOIbIIOE CHUXXEHME oM nalueHToB ¢ 3[1P
u YO, 00yclIOBJIEHHOI (paKTOpaMu OKpyXKalolleil Cpeabl,
B 2016 1 2017 rr. cBs3aHO C yJay4IllleHUEM KadecTBa pado-
TBI CTYXXOBI POJOBCITOMOXEHHWSI 1 HEOHATaJIbHON MTOMO-
1M B UCCIIEYyEeMbIii BpeMeHHOI nHTepBal. Loy nTaHHO
TPYIIIBI B BLIOOPKE HAXOMWUTCS B nuana3oHe 2,78—4,35%.
B onyGIMKOBaHHBIX UCCIIETOBAHUSIX, ITOCBSIIIEHHBIX 9T -
onoruu 3ITP u YO, HabmoaaeTcst 10BOJIbHO OO0IbIION pa3-
6poc moneit — ot 4% no 15% |2, 10, 28], uTo, BeposTHO,
CBSI3aHO C pa3HBIMM KPUTEPUSIMHM OTHECEHMS TTAllMeHTOB
B AaHHYIO TPYIIIY, a TAKXKe HEOTUHAKOBBIM COCTABOM aHa-
JIM3UPYEMbIX BbIOOPOK. Jloyist reHeTnueckux nmpuuuH 311TP
n YO B mccliemyeMble roabl coctaBmia 29,38—38,03%.
B onyb6iukoBaHHBIX paboTax 10Jis1 MallMEHTOB C TeHe-
trnyeckumu npuarHamu 3I1P u YO cocrasnsier 30—78%

Tabnuya 7
[lonn naLuneHTOB ¢ ycTaHoB/IeHHOoI 3Tnonorueii 3MP n YO u c HeandPpepeHumposaHHbimm ¢popmamu 3MP n YO
Ton Henudbdepenunpopannbie popmbi 3ITP u YO 3ITP u YO ¢ ycTaHOBJIEHHOM 3THOJIOrHei O611ee KOTMYECTBO
Konuuectso Honsa, % Konunuectso Hons, % nauuentos ¢ 31P wm YO
2006 265 60,64% 172 39,36% 437
2007 237 61,88% 146 38,12% 383
2016 277 59,19% 191 40,81% 468
2017 716 67,42% 346 32,58% 1062

Ipumeuanue: 3HaYEHNUE ¥ 1T BCeX aHAMM3UpPYyeMbIx JieT 12,77, p-3nauenue 0,0052. Kpurnueckoe 3HaueHue pu 3-X cTerneHsix cBoooas! (df = 3) u ypos-
He 3Haunmoctu 0,05 (a=0,05) no tabiuie KpUTHYECKUX 3HAYCHUI pacnpenenaeHus x> = 7,815.
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[8, 28, 29]. Takue BbIpaXeHHbBIC Pa3addUs B AOJSIX 00Y-
CJIOBJICHBI, B MIEPBYIO O4Yepelb, pa3HBIM 00BEMOM TIPOBe-
JNEHHBIX UCCIIeOBAaHMMI, a TaKXKe HEOIMHAKOBBIMM aHa-
Jm3upyembiMu Beioopkamu (o Tskectu 3I1TP u YO, Bo3-
pacty u Ap.). B Haliem mccienoBaHUM B 3aBUCUMOCTU
OT MeTo/a YCTAHOBJICHUS TMarHo3a TpymIia MalueHTOB
¢ reHetTnyeckumu npuurHamu 311P u YO nonpasnensier-
CsI Ha TIOATPYIIIIBL: a. TUarHO3 YCTAaHOBJICH TOJbKO KITMHU-
YECKHM; b. TMarHo3 MOATBEPKICH OMOXUMUYECKIMU METO-
Jamu (HacJieICTBEHHbIE 00JIe3HU OOMeHa BEeLECTB, COIMpPO-
Boxnatomuecs: 3I1P unu YO); ¢. nmarHo3 noaTBepXacH
MOJIEKYJISIPHO-TEHETUIECKUMU WY IIUTOTEHETUIECKUMU
MeToIaMU TUarHOCTUKHU. JJaHHbIe O KOJIMYeCTBe MalueH-
TOB KaXXIOM TTOATPYIIIBI U UX JI0JIe CPEeIU BCEX TeHeTUIe-
CKUX (DOPM TIpeCTaBIICHBI B TA0M. 9.

OuenuB ypoBeHb p-3HaueHus (<0,0001) u x2(56,83),
MOHO CIeJIaTh BBIBOJ O TOM, YTO B MCCJIEIyeMBbIe TO-
Jbl HAOTIONAIOTCS Pa3InyMs B 10X manueHToB ¢ 3[1TP
i YO B o6eux rpymmax. [Tpu atom B 2006 1 2007 ro-
Jax 3HaUYMMBIX pa3nuuuii He otMevaetces (x> = 0,469,
p-3HaueHue = 0,791). CyliecTBeHHOE yBeJIUYEHUE J10-
JIV TIAIIMEHTOB C TUarHO30M, TIONTBEPXKICHHBIM Jlabopa-

TOpHBIMU MeTomamu, B 2016 r. u, ocobenHo, B 2017 r.
CBSI3aHO, BEpOsITHEE Bcero, ¢ ucrnoyibdoBanuem JJHK-
IMarHOCTUKHU OOJIBIIIETO YK CJIa MOHOTEHHBIX CHHIPOMOB
METOJIOM CeKBeHUpPOBaHMs 110 CaHTEPY, a TAaKKe aKTUB-
HBIM BHEIPEHUEM B MIPAKTUKY XPOMOCOMHOTI'O MUKPO-
MaTPUYHOTO aHaJIN3a U METOJOB CEKBEHUPOBAHMS HO-
BOTO TTIOKOJICHMSI.

B 3aBuCHMOCTH OT THIIA BBISIBIICHHOM HACJICICTBEH-
HOI MaTOJIOTVH MAllMEHTHI paclpeaeeHbl Ha 3 TpYIIITBL:
MAIlMEeHTHl ¢ XPOMOCOMHBIMHU 3a00JIeBAaHUSIMM, TTAIIUCH-
TBI C MOHOTEHHON MATOJIOTHEH M MALIMEHTHI ¢ 00JIC3HIMU
T€HOMHOTO UMITPUHTHHTA.

OueHuB ypoBeHb p-3HaueHus (<0,0001) u x> (47,97),
MOKHO YTBEPXKIaTh, UYTO B MCCIICIYeMBIC TOIBI TOJIH TTALlM-
eHToB ¢ 3I1P unu YO kaxnaoi U3 rpymnn J0CTOBEPHO pa3-
smyatores. [1pu aTom B 2006 n 2007 TT. 3HAYMMBIX pa3-
JIMYUIA B UcciieayeMbIX rpymmnax Het (x>=0,371, p=0,946).

Hons nauueHToB ¢ 3ITP unu YO ¢ xpomocoMHoI na-
TOJIOTHE HEeCKOJbKO cHM3Wach K 2017 r. OTHOCUTEb-
HO 2006 1 2007 rr. [Ipy 3TOM KOJIWYECTBO TAaKUX Ta-
1ueHToB K 2017 r. BBIPOCIO MOYTU BABOE OTHOCHUTEJIb-
Ho 2006 1 2007 rr.

Tabnuua 8

PacnpepeneHue nauneHToB € ycTaHoBNeHHoW sTnonoruein 3MP unu YO no asTnonornyeckomy ¢pakropy

3MP YO 06yCﬂOBi1 era axropami lenernueckue npuanHbl 3P uim YO OG1ee KonMyecTBo
Ton OKpYyXatolen cpe/ibl HaLIPI?HTOB c YCTal-IOBJTCH—

KoiecTso Honst Honst Kosnu- Hons Honst Hoit atronorueit 31TP
B rpymre, % B BbIOOpKE, % YeCTBO B rpymre, % B BbIOOpKE, % nwm YO

2006 19 11,05% 4,35% 153 88,95% 35,01% 172
2007 16 10,96% 4,18% 130 89,04% 33,94% 146
2016 13 6,81% 2,78% 178 93,19% 38,03% 191
2017 34 9,83% 3,20% 312 90,17% 29,38% 346

IIpumeuanue: 3HaUYEHUE ¥’ IJIs1 BCEX aHATM3UPYEMBIX JIeT 2,466, p-3Hauenue 0,48 1. Kpurrueckoe 3HaueHne pu 3-X creneHsx cBodoms! (df = 3) u ypos-
ne 3Haunmoctu 0,05 (a=0,05) rmo Tabiuile KPUTHUECKUX 3HAUCHMIT pacripeaeneHust x> = 7,815.

Tabnuya 9
PacnpepeneHue nauneHToB c reHeTnyeckumu popmamum 3P n YO no metoay ycTaHOBNEHUA AuarHosa
JInarHo3 yCcTaHOBJIEH,/TIOATBEPXKIEH OMOXUMU-

JIarHo3 yCTaHOBJIEH TOJIKO KIMHUYECKH YEeCKMMU, MOJIEKYJIIPHO-TEHETHYECKUMU WJIN OGriee 4KC/IO MALEHTOB
Ton LIUTOreHeTUYECKIMI METOIAMK ¢ reHeTudeckumu hopmamu 3I1P

KonuuectBo Honst, % KonnyectBo Honst, % i YO
2006 45 29,41% 108 70,59% 153
2007 41 31,54% 89 68,46% 130
2016 25 14,04% 153 85,96% 178
2017 23 7,37% 289 92,63% 312

IIpumevanne: 3HaYCHUE X 1T BCEX aHATU3UPYEeMbIX JieT 56,83, p-3Hauenue <0,0001. Kputuueckoe 3HaueHUE MPHU 3-X CTEMEHSIX CBOOOIBI
(df = 3) u ypoBHe 3HaunMocTH 0,05 1o TabyMIle KPUTUIECKKMX 3HAYCHUI pacpenenenus x> = 7,815.
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B ony61MKoBaHHBIX MCCAEIOBAHUSIX 10T XPOMOCOM-
HbIX 3a601eBanuit cpenu nanreHToB ¢ 3ITP 1 YO coctas-
nset ot 12% B 6os1ee paHHux nmyoaukanusx 10 30% B 60-
Jiee mo3aHux padotax [9, 30—33]. YBeauueHue ¢ TeueHUEM
BpeMmeHHU yurcia namueHTos ¢ 3I1P u YO ¢ xpomocoMHoi
MaToJI0Tueli aBTOPhI UCCIICAOBAHUM CBSI3BIBAIOT C MOSIBIIE-
HUEM XPOMOCOMHOTO MUKPOMATPUYHOTO aHAJIM3a.

Honst MoHoreHHBIX (hopm 3ITP 1 YO B 2017 1. BBIpOC-
J1a 6oJtee, yeM B 2 pasza otHocuTebHO 2006 1 2007 IT. 1 co-
craBuia 15,63%, a 4nciio TaKUX MalKEeHTOB YBEIUYMIOCh
¢ 26 82007 roay mo 166 8 2017. JaHHbBIE pa3an4us MOXKHO
OOBSICHUTD, MO BCE BUIMMOCTHU, pa3pabOTKON METOIOB
JHK-nuarHocTuky 00JIbIIEro Ynucjia MOHOTEHHBIX CUH-
npomoB B ®I'BHY MI'HILI, akTHBHBEIM BHEIpEHUEM CEK-
BEHUPOBAaHUSI HOBOTO MOKOJIEHUS, a TAKXKe BO3MOXHO-
CTBIO TIPOBENEHMS OOJIbIIICH YaCTU TeHETUIECKUX aHaJI -
30B Ha O1omKeTHOI ocHoBe B 2017 romy. ABTOPBI IPYTUX
HCCeNOBaHUI TakKe U3ydyaad U3MEHEeHUEe N0 MOHO-
reHHbIX hopM 3I1P u YO ¢ TeyeHreM BpeMeHU 1 MPUIIT-
JIK K BBIBOJLY, UTO YBEeJIMYEHWE JaHHOM IpyIIbl Ha 16-55%
CBSI3aHO C MOSIBJIECHHEM CEKBEHUPOBAHUSI HOBOTO MTOKOJIe-
Husg [8, 11, 15, 34, 35].

C pocToM yucia NalueHTOB ¢ XPOMOCOMHOI U MO-
HOTEHHOW MAaTOJIOTUEN YBEJIUYMJIICS U CIIEKTP HO30J10-
ruii. B Ta6a. 11 npencraBieHbl JaHHBIC O YHCJIE HO30JI0-
U 1719 KaXKIIO# TpynIibl 3a00eBaHUil (XPOMOCOMHBIX,
MOHOTEHHBIX 00JIe3HEel 1 OoJIe3HEel TeHOMHOTO UMITPUH-
TUHTA) ¥ TIOKA3aHBI TOJIM KaxKI0I TPYIIILI CPEI BCeX HO-
30JI0THiA, TOATBEPKIEHHBIX,/YCTAHOBIEHHBIX OMOXMMUYE-
CKMMHM, MOJICKYJISIPHO-TEHETUIECKUMU W IIUTOTEHETH -
YECKMMU METOJaMU B CCIIEIyeMble TOIIbI.

B uccnemyeMble ronbl 10IM KaXI0M TPYIITbI JOCTOBEP-
Ho pasnuyarored (x> = 13,90, p-snauenue 0,031). Camblie
3HAYUTEIbHbIE U3MEHEHUS HAaOII0AAI0TCS B YUCIIE HO30-
JIOrTM4ecKux (hopM MOHOTEHHBIX 3a00JI€BaHUI, KOTOPBIE
Kk 2017 r. cocTaBsiv 60JibliIe MoJoBUHBI Bcex hopm 3I1P
u YO, noaTBepXACHHbBIX TJa00paTOPHO (OMOXUMUYECKUMU
1 MOJIEKYJISIPHO-TEHETUYECKUMU METOIaMuU ). 3a CUET yBe-
JIMYSHUST TOJIM MOHOTEHHBIX (hOPM OTMEUAeTCsl CHIDKEHUE
JTOJIM XPOMOCOMHBIX 00JIe3HEe, 0HaKO ob1Iee YHUCIO0 qu-
arHocTupyeMbIx Ho3osoruii K 2017 romy BeIpociio 6oJee,
yeM B 2 pasa otHocuTesibHO 2006 1 2007 rr. OTHOCUTETb-
HO TTOCTOSIHHOM BeJIMYMHOM MpecTaBieHa Irpyma 6oJe3-
Heil TeHOMHOTO UMIIPUHTUHTA, BKITIOYAIOIIast CUHAPOMBI

Ta6nuua 10
Pacnpepenexue nayuenTos ¢ 3MP nnn YO no Tuny HacheACTBEHHOI NaTonornum
TMaueHThl ¢ XPOMOCOMHBIMU TMTaumeHThl ¢ MOHOTEH - TMauueHTsl ¢ 6ONE3HAMU OcCTatbHbIE
Tox 3a00JIeBAHUSIMU HBIMHU 3a00JI€ BAHUSMU TEHOMHOTO UMIIPUHTHHTA HALMEHTH OGiiee KOMUCCTBO
" MaLUEHTOB BEIOOPKHU
KomuuectBo Honst, % Kon-Bo Hons, % KomunuectBo Hons, % BBIOOPKH
2006 63 14,42% 34 7,78% 11 2,52% 329 437
2007 54 14,10% 26 6,79% 9 2,35% 294 383
2016 83 17,74% 61 13,03% 8 1,71% 316 468
2017 109 10,26% 166 15,63% 14 1,32% 773 1062

IIpumeyanue: *K JaHHOI IpyIine OTHECEHBI MalKMeHThl ¢ HenubdepeHurpoBaHHbIMU hopmamu 3TTP niam YO, a Takke ¢ HapyleHUSIMU MHTEJIeK-
Ta, 00yCIOBIEHHBIMM (haKTOpaMK OKpYKalolleil cpenbl. 3HaYeHHe ¥ TSI BceX aHaIM3upyeMbIx j1eT 47,97, p-3nadyenue <0,0001. Kputnueckoe 3Ha-
yeHue npu 9-Tu cTereHsx cBooonsl (df = 9) u yposHe 3HaunmoctH 0,05 1Mo Tabauile KpUTUUECKUX 3HAYEHUI pacrpeneneHus x> = 16,919.

Ta6nuua 11

KonuuecTBo 1 gonsA Hosonornyeckux ¢Gopm XpoMoCOMHbIX, MOHOreHHbIX 3ab6oneBaHuii 1 60ne3Hell reHOMHOrO MMMPUHTUHIA, NOA-
TBepKAEeHHbIX/YyCTaHOB/IEHHbIX 6OXMMUYECKNMU, MONEKYNAPHO-reHETUYECKUMI UV LIUTOreHeTNYeCKUMN meToaamm B uccnepye-

Mble roapl
XpoMocoMHble 3a60/1eBaHNs MoHoreHHbie Goe3HU BoJIe3HH TeHOMHOTO UMIPMHTHHTA | Beero HO30MOIMYECKIX
Fo KonunyecTso Tlons, % KonunyecTso Tlons, % KonunyecTso Tons, % dbopm
2006 26 56,52% 18 39,13% 2 4,35% 46
2007 27 64,29% 13 30,95% 2 4,76% 42
2016 51 53,68% 41 43,16% 3 3,16% 95
2017 61 39,87% 89 58,17% 3 1,96% 153

TIpumeuanne: 3HaYECHUE XIS BeeX aHam3upyeMbix JieT 13,90, p-3Hadenue 0,031. Kputndeckoe 3HaUeHUe TP 6-TH CTETIEHSIX cBOOobI (df = 6) 1 ypoB-
He 3Haunmoctu 0,05 (a=0,05) mo Tabiuiie KpUTUIECKUX 3HAYCHU pactipeneieHus x> = 12,592.
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IIpanepa-Buinm n DHXeabpMeHa BO BCE UCCIelyeMble To-
Ibl, a Takxke cuHapoM Paccena-Cunbbepa B 2016 1 2017 rr.

3ak/ouyeHmne

B uccnenyemsrii nepuox (2006, 2007, 2016 u 2017 rr.)
crpyktypa 3I1P u YO ocranach mpakTUU4eCKU HEU3MEH-
HOW 110 TAKMM KPUTEPUSIM, KaK ITOJI M BO3PACT IMallMeHTOB.
Honu namuenToB ¢ 3T1P u YO, ob6ycnoBineHHoM (akTopa-
MM OKPYXaIoIeil cpeabl U TeHETMUYECKUMU TTPUIMHAMU,
TakXke He IpeTeprenu udMeHeHunil. Habmonaercs 3Haum-
TeJibHOE yBeaudeHue yrciaa nauueHton ¢ 311P wiu YO
B 2016 1 2017 IT. ¢ AMArHO30M, TTOATBEPKAECHHBIM OHOXH -
MHWYECKUMU, MOJIEKYJISIPHO-TEHETUIECKUMU WJIN ITUTOTe-
HETUYECKUMU METOAAMMU, YTO 00YCIOBIEHO pa3paboOTKOI
metonoB JHK-auarHocTuku 60Jblero ynucjia CUMHIPO-
MOB U TIOSIBJIEHHMEM XPOMOCOMHOI'O MUKPOMAaTPUYHOTO
aHaJ13a ¥ METOJOB CeKBEHUPOBAaHMSI HOBOTO ITOKOJICHUSI.
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