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AHHOTAIHUA

AKTYyaJIbHOCTb: C UHTEHCUBHBIM BHEAPEHHUEM MOJIEKYJSIPHO-IIUTOTEHETUYECKUX TEX-
HOJIOTHH B MEIUIIMHCKYIO TPAKTHUKY CTAJI0 BO3MOXXHBIM BBISIBIISITH T€HOMHBIE TIEpe-
CTPOMKHM C HEJOCTYIHBIM paHee pa3pelieHreM (MOJICKYJISIPHOE KapHOTUITUPOBAHUE), B
TOM YHCJI€ Y JCTEH, pOKIEHHBIX HEIOHOIICHHBIMU C Majloi mMaccoil Tena. Tem He Me-
Hee, MOJ00HbBIE HCCIEAOBaHUs B 3TUX IpyNnax AeTed MpaKTUYECKU He MPOBOASTCS, HE
MOKa3aHa CBSI3b MX POXKIACHUS C PAa3IMUYHBIMU HAPYIICHUSMHU PA3BUTHS U TEHOMHBIMU
aHomanusmu. Lleap nceeqoBanus: AHaU3 MOJEKYJISIPHO-LIUTOI€HETHUECKUX HCCIIe-
JIOBAaHWUW T€HOMHBIX BapHaIlMil B TPYIINE JAETEH, pOAUBIINXCS B Cpoke 10 37 Hexenb Oe-
PEMEHHOCTH C MaJIoil Maccoil Tena U pa3IM4YHbBIMUA HApyIIEHUsIMU pa3BuTus. Marepua-
Jbl 1 MeToAbI: [IpOBEIEeHBI TUTOTCHETHUECKUE U MOJICKYJISIPHO-ITUTOTCHETUUECKHE UC-
CJIeIOBAHMSI BapHalliii TeHOMa B TPYIIIE, COCTOsIIEeH U3 52 neTei, poAUBIINXCS B CPOKE
oT 26 o 37 Henenb ¢ HeOONBIION Maccoil Tena, MukpoaHoMmanusimu (MAP) u nopoka-
mu pasButus (BIIP). Ouenka pe3ynbTaToB MpOBOJIMIACH C IOMOIIBIO paHee pa3pado-
TaHHOW OMOMH(OPMATUIECKON TEXHOJIOTHH, HEOOXOIUMOM I KOPPEKTHON MHTEpIIpe-
Tanuu (EHOTUMTMYECKUX TOCIEICTBUN TeHOMHBIX Bapuanuii. Pe3dyabrarbl: Y nerteif,
poauBmnxcs HegoHomeHHbIMU ¢ BITP 1 MAP, a B nanpHelmeM ¢ 3aepKKOW MCUXO0-
MOTOpPHOTO pa3Butus, B 96,15% ciyuyaeB BbISBICHBI Pa3IMUHbIE HAPYLIEHUS T€HOMA,
YTO TO3BOJISIIIO TIPEATIONOKHUTH POJIb ATUX HAPYIICHUH B KIIMHHYECKUX MPOSIBICHUSIX U
BO3MOXXHYIO MX 3HAYMMOCTh B HEJOHOIIEHHOCTH. OOHApY>KEHBI YHCICHHBIC H CTPYK-
TypHbIe aHOMaJuu XxpomocoM B 11,5% ciayuyaeB. Mo3anuHble ciiy4an HapylIeHuUsl FeHO-
Ma, KOTOPbI€ BCTPEUYATUCh COBMECTHO C PETYJSPHBIMH, BBISIBICHBI B 25%. [lenenuu u
OYIUIMKAalMd TE€HOMAa BCTPEYAJIUCh NPAKTUYECKH B oauHakoBoM uucie. [lo
xpoMocomeX BBISBICHBI aHOManuu B Oounbiiem gncie (30,8%) coyuyaeB. ['eHOMHBIE T1e-
pEeCTpOiiKu, BKJIIOYasl coueTaHHble, oOHapyxeHbl y 19 u3 52 (36,5%) manueHToB C
BPOKJEHHBIMU MOpOKaMu cepaua, y 7 pereit (13,5%) — ¢ paccrpoiicTBaMu ayTUCTHYE-
cKoro cmektpa, y 8 nereit (15,4%) — c osnunencueil (Cyaoporu/3nMuakTUBHOCTS),
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y 10 (19,2%) — ¢ Hedponornueckumu HapymeHusMu. [IpakTnyecku Bce MaueHThl Npu
JaJIbHENIIIEM BO3PACTHOM MCCIIEA0OBAaHUU ObUIM C HAPYLIEHUSAMU IICUXOMOTOPHOTO pa3-
BuTHs. 3akarodenue: [Ipu GuonHpopmaTuyeckoM aHain3e C MCIOJIb30BaHUEM IPHO-
PUTH3ALUU T€HOB, Y BCEX HCCIEIOBAHHBIX JETe ObLIO BBIABIEHO OOJIBLIOE YHUCIIO Te-
HOB (0Kko0J10 1500), CBA3aHHBIX C KIMHUYECKON KapTUHOW; Cpe/ld HUX YacTO BCTpEYascCs
red FMR1 [OMIM:309550]. BapraGenbHOCTh MOJyYSHHBIX HAMH KJIMHUYECKUX H MO-
JEKYJISIPHBIX PE3yJbTaTOB HE MO3BOJIIET MPOBECTH KOPPEKTHBIE COMOCTABJICHUS MATO-
JIOTHYECKOW 3HAYMMOCTH T€HOMHBIX HAPYIICHUH B IUIAHE POKICHHS HEIOHOIICHHBIX U
MaJIOBECHbIX ieTel. [lonyueHHble HaMM JaHHbIE U IPOBEAEHHBINA aHAIN3 MOXKET YKa3bl-
BaTh Ha 1€JIECO00PA3HOCTh U NPOJOJIKEHNUE UCCIIEIOBAaHUI, HAIIPABICHHBIX HA pelle-
HUE Mpo06JIeM HEJJOHOIIEHHOCTH.
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Abstract

Background: The intensive implementation of molecular cytogenetic technologies into
medical practice has made it possible to detect genomic rearrangements with previously
unavailable resolution (molecular karyotyping), including premature and low weight
babies. However, such studies in these groups of children have never been carried out,
and the relationship of their birth with various developmental disorders and genomic
anomalies is yet to be studied. The aim of the study: The research objective is to study
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a group of children with low birth weight and various developmental disorders, born be-
fore 37 weeks of gestation, Materials and methods: Cytogenetic and molecular cyto-
genetic studies of genome variations in the group of 52 children born between 26-37
weeks of gestation with small body weight, facial dysmorphisms and congenital mal-
formations were performed. For correct interpretation of the phenotypic consequences
of genomic variations the results were analyzed with the use of the previously described
bioinformatic technology. Results: 96.15% of premature babies with congenital mal-
formations and facial dysmorphisms, and later demonstrating a psychomotor develop-
ment delay, were diagnosed with various genomic disorders, therefore suggesting a role
of these disorders in clinical manifestations and their possible significance for prema-
ture birth. The cytogenetic study revealed numerical and structural chromosome abnor-
malities in 11.5% of cases. Mosaic genomic abnormalities, co-occurring with regular
rearrangements, were found in 25%. Genomic deletions and duplications were found in
almost the same proportion. The X chromosome exhibited the largest number of rear-
rangements (30.8%) among other chromosomes. Genomic variations, including com-
bined rearrangements, were found in 19 of 52 (36.5%) patients with congenital heart de-
fects, in 7 children (13.5%) with autism spectrum disorders; in 8 children (15.4%) with
epilepsy (convulsions/seizure patterns), in 10 individuals (19.2%) with nephrologic dis-
orders. Almost all patients demonstrated psychomotor development disorders further in
life. Conclusion: In all children under the study, the bioinformatic analysis, based on
the use of gene prioritization, has revealed a large number of genes (about 1500) associ-
ated with the clinical picture, with FMR1 gene [OMIM: 309550] as the most frequent.
The variability of clinical and molecular results of this study does not yet allow us to
make correct comparisons of the pathological significance of genomic disorders related
to premature and low weight babies. Both the obtained data and analysis can demon-
strate the viability and long-term benefits of the studies aimed at solving the problems
of prematurity.

Keywords: genomic technologies; prematurity; molecular karyotyping; psychomotor
development delay

Acknowledgements: The study was carried out with the financial support of the Rus-
sian Foundation for Basic Research and CITMA — Ciencia, Tecnologia y Medio Ambi-
ente de la Republica de Cuba — in the framework of the research project No. 18-515-
34005.

27

BBenenne. C MHTEHCUBHBIM Pa3BUTHEM
MOJICKYJISIPHOM IIMTOTEHETUKU B TEYEHHUE IIO-
CIIEIHUX JECATHUICTHH CBA3aHBI TEXHOJIOTHH,
KOTOpBIE CIIOCOOHBI OOHAPYXKHBATh T€HOMHBIE
MEePECTPOMKHU ¢ HEJAOCTYIHBIM paHee paspeliie-
HueMm [1, 2, 3, 4]. B pesynbraTe Ux npumeHe-
HUS ObLT OOHApY)KEH IIMPOKUH CIIEKTp paHee
HEU3BECTHBIX MHKPOJICICIIUOHHBIX U MUK-
POAYTUIMKAIIMOHHBIX CHUHAPOMOB [5, 6, 7, 8].
Kpome Ttoro, Obuim 0OHapy>XKeHbI MHOIOYHC-
JICHHbIE YHUKaJbHbIE TE€HOMHBIE (CyOXpomo-
COMHBIC) aHOMAJIUH, JAIONIME 3HAYUMYIO WH-
(hopMalio OTHOCUTEIBHO UX MPOUCXOXKICHUS
u (perHorunuueckux mnocieacteuit [9, 10, 11,
12]. M3BecTHO, UTO OTAENbHBIE F€HHBIE MYyTa-
UM MOTYT CTaTh NPUYMHON BapHalMid YHCIIA
kormmii mociaenoBarenbHocTern  JIHK  (menme-

WU/ AYTUTUKAIUN, aHEYIJIOUIUH, TpaHCIOKa-
1IMK), T.€. TEHOMHOM WM XPOMOCOMHOM HecTa-
owrpHOCTH (CIN), mposBisIOmIEHcsS B BHIE
CTPYKTYPHBIX WJIM UHCIEHHBIX HW3MEHEHUH
xpomocom [13, 14, 15, 16]. Coueranue moe-
KYJISIPHO-IIUTOT€HETUUYECKUX METOJIOB HCCIIe-
JIOBaHMSI KJIETOK ¢ OMOMH(OpPMATUYECKUM aHa-
JU30M JIa€T BO3MOXKHOCThH CBSI3aTh T'€HOMHbBIE
U3MEHEHHUsI C KOHKPETHON KJIETOYHOM MaTolo-
el v GeHOTHITMYECKUMU TIPOSBICHUSIMHU.
M3BecTHO Takke, YTO HEIOHOUICHHBIE
JIETU COCTAaBIIAIOT HanboJiee ySI3BUMYIO TPYTIITY
B IJIJaHE HAPYIICHUI TICUXOMOTOPHOTO U (hU3H-
YECKOT0 Pa3BUTHUA, MPUYEM CTETEHb Hapyllle-
HUS, KaK MPaBUJIO, KOPPEIUPYET C Maccoi Tena
IpU POXKICHUM U TECTAIMOHHBIM BO3PACTOM
[17, 18, 19, 20]. C mosiBiIeHUEM TI'€HOMHBIX
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TEXHOJIOTHH, BKJIIOUYAIONIUX IOJHOT€HOMHOE
CKaHMPOBAaHWE HECOATAaHCHPOBAHHBIX XPOMO-
COMHBIX MHUKPOAHOMAJIHH C HCIOJIb30BAHUEM
MOJIEKYJIIpHOro KapuotunupoBanus Ha JIHK-
MHUKpPOMATpHIlaX, CTAl0 BO3MOXXHBIM BBISBIIC-
HUE KIIMHUYECKN 3HAYMMBIX aHOMAJIHMA T€HOMa
y JeTedl ¢ HapyLIeHUSIMH ICHUXOMOTOPHOTO,
¢dbuszuveckoro paszsutusi, MAP u BIIP [3, 21,
22, 23], BkJIOYash HEAOHOILICHHBIX JAeTeil [24,
25, 26]. Ot0 mo3BONMMWIO OBl YyCTAaHOBUTH KOP-
persuuo  (PEeHOTUII-TEHOTUII M OCYLIECTBUTH
MIPOrHO3UPOBAHUE JAIbHEUIIEr0 pa3BUTUS pe-
O€HKa, a TaKKe BO3MOXKHYIO KOPPEKIUIO BbISIB-
JeHHbIX HapyweHuil [25, 27]. Tem He MmeHee,
0JJ00OHBIE HCCIICZIOBAHUSI B IpyMIax HeIOHO-
meHHbIX jaeredt (10 37 Henenb OEpeMEHHOCTH)
[IPAaKTUYECKHMHE MPOBOJATCS, HE IOKa3aHa
CBSI3b POXKJICHUSI HEJOHOIIECHHBIX JETeH C pas-
JUYHBIMU aHOMAJHMSMM Pa3BUTHS M T'€HOMHBbI-
MU HapYIICHUSMH.

Leasb wucciaenoBanus. AHanuU3 IpoBe-
JICHHBIX MOJICKYJISIPHO-ITUTOT€HETHYECKUX (Te-
HOMHBIX) MCCJIEJOBAHUI BapualMii reHoma B
rpymnme u3 52 aereu, poauBIIUXCS B CPOKE 10
37-Mu Heznenb OEPEeMEHHOCTHM U HIKE C He-
00JbIION Maccoil Tela, MUKpPOAHOMAIUSIMHU U
MOPOKaMHU Pa3BUTHS.

MaTtepuajibl 1 MeTOABI HCCJIEI0BAHMSA.
[IpoBeieHBl LIUTOTCHETUYECKUE U MOJIEKYJISIp-
HO-LIUTOT€HETUYECKHE HCCIIeI0BaHusl BapHa-
LMI F€HOMa B IpyIIeE, COCTOsIIEN U3 52 nerei
¢ HeOOoNbIIOM Maccoil Tena, MUKPOAHOMATUIMU
U TOpPOKaMM DPa3BUTUS B Cpoke oT 26 nmo 37
Heznenb. OleHKa pe3yJbTaTOB MPOBOAMIIACH C
MOMOIIIbIO paHee pa3paboTaHHOW OHOMHGOP-
MaTH4YeCKOW TexHojoruu [5, 22, 27], Heobxo-
JUMOM 1711 KOPPEKTHON HHTeprpeTanuu (heHo-
TUIHYECKUX TOCIIEICTBUI TEHOMHBIX Bapua-
UK B BUJIE MUKPOCIEITUNA/MUKPO Ty TUTHKAITAN
[5, 28, 29]. AnropuT™M UCCIIeI0BaHMS BKIHOYAI
B ce0si: MOJIEKYJIIPHO-IIMTOTEHETHUECKU aHa-
mu3 (arrayCGH); in silico omenky skcnpeccun

TeHOB (SMUTeHEeTHYEeCKUue 0a3bl JNaHHBIX), BO-
BJICYCHHBIX B TEHOMHYIO TIEPECTPOUKY, U MEXK-
OENKOBBIX B3aMMOJACHCTBUI (MHTEPAKTOMHBIN
aHaJIN3), a TaKXKe MeTabOJIOMHBIN aHalu3 C Mo-
CIEIYIOMIMMH BBISIBICHUSMU TAaTOT€HETHYE-
ckux mpormeccos [12, 29, 30, 31].

[{uToreHeTMUECKOE MCCIEN0BAHUE IIPO-
BOJMJIM Ha Ipernaparax MeTa(aszHbIX XpOMO-
COM, TOJTYYEHHBIX IyTeM (PUKCAIUHN KyJIbTHBH-
pOBaHHBIX IN Vitro sumdoruros nepudepuye-
CKOW KpPOBH B COOTBETCTBHM CO CTaHAAPTHOM
METOJIMKON. AHanu3 MPOBOJIUJICA C UCIOJIb30-
BaHueM Ju(PEpeHIInaTbHOTO OKpPAIIUBAHUS
xpomocoMm mno jiuHe (G- m C-okpamiBaHHe)
o OOLIENPUHATEIM MpoTokonam [12, 22] mon
CBETOBBIM MHUKPOCKOTIOM TIPU  YBEIWYCHUU
x1125. MounekyaspHO-LIUTOT€HETUYECKOE HC-
CJIeIOBaHUE MPOBOJWIA METOJIOM MOJIEKYJISp-
HOTO KApUOTUIIUPOBAHMS, COIJIACHO paHee
ONKMCAaHHOMY IPOTOKOJIy, MPU HCIOJb30BaHUU
SNP/0nUroHykneoTuJHOH MHMKpPOMATPULII  C
paspelnieHueM He MeHee | ThICS4YM  IH
(Affymetrix) [10]. M3yyeHue TpaHCKPUNTOM-
HBIX, METa0OJIOMHBIX W HWHTEPAKTOMHBIX/IaH-
HBIX JIaHHBIX MPOBOAWMIN TPU HCIOJIB30BaHUU
OpUTHHAIILHOW OMOMH(POPMATHUECKON TEXHO-
aorun [30, 32]. MexOenKkoBble B3aUMOJICH-
CTBUS OLIEHHUBAJIUCH C HUCIIOJIb30BAHUEM PECYp-
ca Mentha (http://mentha.uniroma?2.it).

PesyabTaTsl M uX 06cyxnenue. O0cyx-
Jasi TOJYYEHHbIE pe3yibTaThl, CIEAYeT CKa-
3aTh, YTO COOTHOIICHHUE TOJIOB B UCCIETYyEMOM
rpymnmne ObUIO Cleyrolee: MajJbuuKU : JIeBOY-
ku — 22 : 30 (0,73), cpennuii Bo3pact obparie-
HUS MalMeHToB — 2 Toja 2 mec. (0T 7 mec. 10
4,5 ner), cpemHuUd CpPOK OEpPEeMEHHOCTH —
32,8 nwenens (ot 26 no 37 Hemenw), cpeaHUi
Bec — 2143,5 (ot 890 T 1o 2680 1). Pesynbra-
Thl TEHOMHBIX U KIMHUYECKUX HCCIEIOBAHUN
npeJcTaBieHbl B Ta0uie 1.
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Tabauya 1
KiaunHuyeckue, HMTOreHeTHYECKHE H MOJIEKYJ/ISIPHO-IMTOreHeTHYECKH e HCCIIe0BAHUSA
NalUEeHTOB, POAMBIINXCS HEJOHOLIEHHBIMH C MaJIOii Maccoii Tea,
Pa3JIMYHBIMU MUKPOAHOMATUSIMHU U BPOKIEHHBIMH MOPOKAMHU PA3BUTHSA
Table 1
Clinical, cytogenetic and molecular cytogenetic studies in premature patients with low weight,
various micro-anomalies and congenital malformations
Cpox
Bospact| Gepe- Macca Knununueckue,
Tena npu
No [Ton | oOpa- |meHHO- poKIC- [IUTOTCHETHYECKHUE,
IIEHUS | CTH MOJIEKYJISIPHO-LIUTOT€HETUYECKUE HCCIIeI0BaHUS
HUH (T)
(men.)
1. | Man. | 2r2 36 2400 ['pybas 3amepxka NCUXOMOTOPHOTO M TICUXOPEYEBOTO
Mec. pa3BUTHSA, IIUIICIICUS, AYTU3M, CTEPEOTUITHH, THTIOMUMUS
U YJMHEHHOE JIMLO, pacxojsuieecss KOCOIJIa3he, 4a-
CTHUYHAasg aTpo(us 3pUTENIBbHBIX HEPBOB, OTTONBIPEHHBIC
YIIHBIE PAKOBUHBI, aTOHUS, THUIOIUIA3HUS MBI, BOPOH-
KooOpa3Hasi Tpy/iHas KJIETKa, INIOCKOCTOIHE.
46,XY
arr(1-22)x2,(XY)x1
2. | JeB. | 216 35 2380 3aiepikKa IICHXOPEYCBOTO PA3BUTHUS, ATUITUYHBIN ayTU3M,
Mec. IUIOCKOE JIULO, MaJIblid pa3Mep CTOIIHI.
46,XX
arrxXq22.3(107,087,609-
107,112,208)x3,Xq24(120,179,398-
120,186,734)x3,Xq27.1(138,595,471-
138,615,956)x3,4013.2(70,343,033-
70,439,056)x1,7p22.1(4,790,895-4,893,060)x1
3. | des. | 2r 1 34 2230 3ajepKKa TICHXOMOTOPHOTO U BBIpAXKEHHAsl 3aJepiKKa
Mec. (bu3NYECKOTo pa3BUTHSI, MUKpOIledalns, areHe3usl MO30-
JIMCTOTO TeNa, BHICTYMAIOUINE JOOHBIE OyTpHI, SIUKAHT,
HIMPOKUE TEPEHOChe W KOHYUK HOCa, KPYIHbIE HHU3KO
pAacIioNIo’KEHHBIE YITHbIE PAKOBHHBI, BHIPAKCHHBIH KapH-
€c, BOpOHKooOpa3Hasi TpyJHasi KieTka, anomanus JleH-
nu-Yokepa, KaMOTOJaKTHiIns | manmeia j1eBoi pyku, Mo-
nepeyHas 60po3aa, HEOPa3BUTHE JIEBOM MOYKH, OTKPHI-
TO€ OBaJIbHOE OKHO, MU (y3HBIE H3MEHEHHS MapEHXUMBI
MOYEK; HEMPaBWIbHBII POCT MaibleB, KIUMHOAAKTHIUSA V
najgbleB CcTom W yKopoueHue |l TuIFOCHEBBIX KOCTEH,
KOCTHBIN Bo3pacT Ha 12 mec.
46,XX,1gh-,9gh+,22pstk+
arrxXp22.11(22,046,797-
22,054,499)x3,Xq26.2(133,559,874-
133,565,894)x3,Xq26.3(135,106,488-
135,126,126)x3,1044(249,148,849-
249,224,684)x3,3p25.1(13,877,398-
13,939,848)x3,21922.3 (48,018,511-48,097,372)x3
4. | Man. | 2r 1 35 2150 BripaxkeHHas 3a/iep:kka MOTOPHOTO, (PU3MYECKOTO U TICH-
Mec. XOpEYEeBOro Pa3BUTHS, TUIOIJIA3US MO30JUCTOrO Teja,
KHCTa MPO3PAayHOU MEPEropoiKH, YacThyHas aTpodwus
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3pUTEIIBHBIX HEPBOB, PACXOMAILEECs KOCOTJIa3ue; yIABOC-
HUE JICBOW MOYKH, THIIOTPO(Us 2-i CTETICHH.
46,XY,1phgh,14ps+

arr6q14.1(81,054,761-
81,055,809)x3,15q11.2(25,421,593-25,430,243)x1

JleB.

2r3
Mec.

31

1800

3a):[ep>1<1<a IICUXOMOTOPHOI'0 U IICUXOPCUYCBOTO pa3BUTHA,
MUKpotedanus, HapyIeHue IeIeHaNPaBICHHBIX JIBUKE-
HUW PYK, CTEpUOTHIINH, CXOIALICECS AJIbTEPHUPYIOLIEE
KOoCOorjiasue, TUuIoTCIOpHU3M TIJIa3HbIX meneﬁ, OIINKAHT,
IHUPOKOC MNCPCHOCHE, THUIIOIIA3UsA KPBUILCB HOCA, OC-
(GhopMHUpPOBaHHBIE HU3KO PACIOJIOKEHHBIE YIIHBIC PaKo-
BUHBI, OpaxXuIaKTUINSA, aKPOMHUKPHUSI.

46,XX

arrlpl13.1(116,228,033-
116,242,507)x1,22q11.22(22,311,348-22,579,775)%3

JleB.

3r6
Mec.

34

2330

Bripaxkennas 3aziepkka ICUXOPEUYEBOTO Pa3BUTHUS, ayTH-
CTHYECKHE YePThl, BBICOKOE (PHU3MYECKOE pa3BUTHE, T'H-
NEPMETPONUYECKII aCTUTMATH3M, SMUKAHT, TUIEPTEIIO-
pHU3M, MIMPOKHUH KOHYMK HOCA, HPOJAIC MHUTPAIBLHOTO
KJIarmaHa, TUCQYHKIUS TPUKYCNUIATBHOTO KiaraHa, 4a-
CTHYHO OTKPBITOE OBAJILHOE OKHO 0e3 cOpoca, mynovHas
IpBIXKa, MII0CKO-BAJIIyCHBIE CTOIIBI, PABOCTOPOHHSIS TTH-
€JI09KTa3Msl, TII0YEYHAs HEIOCTaTOYHOCTh, CEMeiHas
Hedpomatusi.

46,XX
arrXql2(67,637,833-67,656,423)x3,1042.2(231,712,603-
231,816,172)x3,4022.1(88,362,847-
88,408,755)x3,16912.2(55,842,501-
55,848,056)x4,16024.3(89,801,187-89,837,147)x1

Mau.

2r2
Mec.

29

1290

3aﬂep>1<1<a INCUXOMOTOPHOT'O U IMCHUXOPCUCBOI'0 pa3BUTHUAA,
TruroIiasusa MO3O0JHUCTOro TCJia, MI/IKpOI_Ie(i)aJ'II/I}I, caaB-
neHHast ¢ 00koB (popma depena, BpOKJIEHHBIC KaTapakTa
1 aTpous AUCKOB 3pUTEITBHBIX HEPBOB, KPYITHBIC YIITHBIC
PAKOBHUHBI, KOCOJIAIIOCTh.

45,X[2]/46,XY[28]

arrXpl1.4(40,448,020-
40,454,166)x0,2q31.1(175,663,235-
175,666,711)x4,4p16.3(3,185,760-
3,191,467)x4,5p13.3p13.2(33,130,008-34,124,081)x3

JleB.

1r 8
Mec.

28

1220

3asepKKka BHYTPUYTPOOHOTO, (PU3HUECKOTO M TICUXOMO-
TOPHOT'O PA3BUTHS, MbILIEYHAs] TMIIOTOHUS, ABYCTOPOH-
Hss Tyroyxocts |-l cr., BeIcTynmaromue TeMeHHbIE OyT-
pbl, YACTUYHBIN NTO3, 3MUKAHT, IJIOCKOE MEPEeHOChe, Ma-
JICHbKUH HOC C BBICTYHAIOIIMMHU BIIEPE] HOZAPSIMHU, HU3KO
PAcIIONIOKEHHbIE OTTOINBIPEHHbBIC YIIHBIE PAKOBHHBI, BbI-
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COKO€ He60, THIIONJIAa3usd HIKHEH YCIIIOCTH, KOPOTKasd
IIes1, PETPOTHATHUS, THICPTCIOPH3M COCKOB, ITyIOYHAs
IpbIKa, «CaHIAJICBUIHAS MIEJTh, CAaXapHbIN 1raderT.
46,XX,del(2)(gq37.2),1gh-,15cenh+
arrxXq27.3(147,011,693-
147,016,383)x3,2037.3(237,772,848-242,783,384)x1

Mau.

2r 7
Mec.

33

2480

['py0ast 3amepikka ICHXOMOTOPHOTO Pa3BUTHS, MUKPOIIE-
danus, yacTuyHast aTpous 3PUTEIBHBIX HEPBOB, IHC-
IUTACTUYHBIC YIIIHBIC PAKOBHHBI, KOPOTKas IIesl, IOIe-
pedHas JNaJoHHAs CKJIaaka, Opaxuredanus, cracTude-
CKUH TeTpamapes3, MHUKPOTCHUTAIU3M, O0YKooOpa3Has
Ipy/JHas KJIETKa, SIS THYCCKAs: aKTUBHOCTb.

46,XY

arrxXpl1.23(47,499,796-
47,503,593)x0,6025.3(160,162,305-
160,169,866)x1,17921.31(44,061,855- 44,074,823)x1
arr7q32.1932.2(128,846,468-129,935,875)x2hmz

10.

Maui.

2r

34

2670

3ajepKKa TICUXOPEUYEBOTO Ppa3BUTHUA, ayTHCTHUECKUE
4yepThl, MUKpouedanus, BEICOKOe HEOO, IMIMPOKasi «CaH-
JTAJCBHUIHASD) TeNb, SHOPTAIBEM. OTSATOMIEHHAS POJIO-
CJIOBHAs — JIe] 110 JIMHUU OTLA CTpajall mu3oppeHuei.
46,XY

arr10q11.23(51,780,174-
52,166,932)x3,17p13.3(1,397,572-
1,403,948)x1,22012.3(36,734,549-36,739,006)% 1

11.

Jles.

4r 6
Mec.

27

1500

3aepkka BHYTPUYTPOOHOTO M TICHXOPEYEBOTO Pa3BUTHS,
MUKpoledanus, TUIIEPTETOPU3M U y3KHE TTa3HbIe LIEINH,
OTCYTCTBUE MOYEK YIIeH, KOPOTKHI (PHUIBTP, ONepedHast
O0opo3nia Ha JATOHIX, KIUHOJAKTWIHS, TUCTPOdUs KO-
creit, cunnaktwus l-111 maneues cron, BpoxkieHHAst KO-
COJIANOCTh, IBYCTOPOHHSSI CEHCOHEBPAJIbHAS TYTOYyXOCTb,
AHOMAJIMSI HWKHEW MOJIOM BEHBI. Y MaTepu B aHAMHE3€
CIIOHTaHHBIE a0OPTHI.

46,XX

arr (1-22,X)x2

12.

Jles.

Ir 11
Mec.

32

2100

3anmepkka (PU3MUECKOTO Pa3BHUTHS, MHUKpPOIEHATHS, BBI-
COKHIA JIOO C BBICTYMAIOUIMMH OyTrpaMu, MUHIAJICBHUIHBIC
rjla3a C 3arHyTbIMM PECHHUIIAMH, IIUPOKUN IPUILIIOCHY-
TBIA HOC, Y3KH€ I'yObl, pOT CKOOKOW BHHU3, BRICOKOE HE0O,
KOpPOTKHEC Vv T1aJIbIIbI KI/ICTCI\/JI, JUCILUIACTUYHBIC YIIHBIC
PaKOBHHBI, JAe()EKT MEKIIPEICEPAHON MEePEeropoIKu, Io-
POK TPYAHOIO M KpPECTLOBOIO OTHACIOB IMO3BOHOYHUKA,
JIUCIIIa3usl Ta300€PEHHBIX CYyCTaBOB, MUOIATHS, BPOXK-

JICHHBII MOPOK Cep/ILa.
46,XX,del(14)(g32.3)
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arr5g22.1(110,416,621-
110,456,263)x3,14432.130932.2(95,563,168-
100,095,249)x2~3, 14¢32.2(99,153,952-
101,024,454)x3,14032.2q32.33 (101,024,608-
107,285,437)x1

13.

JleB.

1r2
Mec.

29

1250

3ajepKKa MCUXOMOTOPHOTO Pa3BUTHsI, BBIPAXKEHHAS TH-
MOTOHUSA, MEJIKUE YEpThI JIMIA, YMEHbBIICHHBIE pa3Mepbl
KHUCTEH U CTOII.

46,XX

arr7q22.1(100,968,362-
101,128,617)x3,15q11.2q13.1(22,770,421-28,560,803)x 1

14.

Jles.

1r 3
Mec.

27

960

3anepxKKa TICUXOMOTOPHOTO M (DU3UYECKOTO DPa3BUTHUSA
(rurmorpodust), Mukpornedanus, XPOHUYECKHH OOCTPYyK-
TUBHBI OpOHXHUT Ha (hOHE OPOHXOJIETOYHOM TUCIIIA3WH,
BBICTYMAIONIMA JI00, THUIEPTEIOPU3M TJIA3HBIX MIEIeH,
HIMPOKUN HOC, TOHKAsE BEPXHsIsI Ty0a, TUIOIIIA3US YEIT0-
CTCH, HU3KO PACIOJIOKCHHBIC IHCILIACTUYHBIC YIIHBIC
PaKOBUHBI, HUCTArM, JUTMHHBIC TOHKHE MAJbI[I KUCTEH,
poKcUMaibHOE pacnonoxenue | nansues crom, |l manb-
[l CTOT BBIIIE OCTATBHBIX. B POJTOCIOBHON MOTHIAKTH-
UL,

46,XX

arr4q34.2(176,521,041-
176,610,341)x3,6p21.1(43,531,209-43,535,273)x1

15.

Mau.

Ir 2
Mec.

27

890

3ajepKKa TCUXOMOTOPHOTO M (DU3MYECKOTO Pa3BUTHS,
MHO>KCCTBCHHBIC MI/IKpoaHOMaJII/II/I pa?;BI/ITI/ISI, CPIHI[pOM
«Bsimoro» peb6énka. Ilpusnakum cuHapoma CuibBepa-
Paccena.

PeGeHok 0T KpOBHOPOJACTBEHHOTO Opaka.
46,XY,9phgh,9gh-

arr3p26.3p26.1(2,788,170-
8,587,443)x2~3,3p26.1(4,311,166-7,256,278)*3
arr13g12.13914.11(25,741,538-40,892,121)x2hmz

16.

Mau.

3r6
Mec.

32

2620

I'py0Oast 3amepkka NCUXOMOTOPHOIO U ICHXOPEYEBOIO
Pa3BUTHA, THUIIOILIA3UA MO3O0JIMCTOTO TCJIa W MO3KCYUKA,
PEAKKUEC BOJOCHI, YHAaCTKHU AJUIOIICHMKU Ha I'OJIOBE, MAKpPO-
He(l)aJ'II/I}I, KOPOTKHUC TJIA3HBIC HICIIN, MAJICHbKAA HHWXXHIAA
YCJIKCTh, TI'€MaHIMOMBI Ha 3aTbLIKC, 6pa111/11<ap111/151,
He(l)pOHaTI/I}I, aruiasvsg IMO4YKH, KPHUIITOPXHU3M, 'MI'AHTU3M,
KPYIHBIC CTOIIbI, 9KTOACpMaJibHasA JUCILIA3Us.

46,XY

arr5035.1935.3(171,538,904-
180,719,789)x1~2,5935.2q35.3(175,029,372-
177,324,736)x1, 11p11.2p11.12(47,854,017-
48,976,284)x3,17p13.1(10,123,635-
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10,433,519)x3,17p12(15,590,106-15,854,769)x3

17.

JleB.

2r2
Mec.

31

2450

3anepxKKa MCUXOMOTOPHOTO pa3BUTHSL, MHKporedaus,
noBbIIeHHAas Tudy3Has MUTMEHTAIMsS KOXKH, OTTOIBI-
pPEHHBIE HHU3KO DPACIIOJIOKCHHBIE YIIHBIC PAKOBHWHBI, Ya-
CTUYHBIA TTO3, PKTOMUS 3pAayKOB, BBIPAKCHHAS CHHIAK-
tanust 11,11 maneueB crom, msaTHa «kode C MOITOKOMY,
pPEAKHE BOJOCHI.

46,XX
arr8q24.21(130,777,065-130,786,737)x1,9p23(9,891,088-
10,036,298)x1,18p11.32p11.31(136,226- 5,012,991)x3

18.

Jles.

Ir 11
Mec.

30

2150

3aznepkKka MOTOPHOI'O M IICUXOPEYEBOIO Pa3BUTHSA, BBI-
CTyHaromui J100, aHTUMOHTOJOWAHBIA pa3pe3 TJIa3HbIX
LieJIel, SMIUKAHT, TUIIOIUIAa3Ksl CPEAHEN YacTH JIMLA, AMC-
IJIACTUYHBIE HU3KO PACIOJIOKCHHBIC YIIHBIE PAaKOBHHBI,
KJIMHOAAKTUINS MM3HMHLEB, IONEpEeYHble JaJOHHbIE 00-
PO31bl, MUONMS, OTKPBITBI apTEPUAIbHBIA IIPOTOK, MbI-
LIeYHas TUIIOTOHUS.

46,XX,9ph

arr7q34(139,647,997-
139,656,411)x4,14q11.2(20,512,609-
22,724,098)x1~2,15q24.1g25.1 (74,511,004-
79,727,232)x1

19.

Jles.

3r6
Mec.

33

2570

3amepkka MCUXOMOTOPHOTO M (DU3MYECKOTO Pa3BUTHSA,
MBIIIEYHAas! THIIOTOHUS, HelponaTus (CHHKEeHHEe 00JeBOn
YyBCTBUTENBHOCTH), MUKpoledanusi, roTuyeckoe HeOO,
AHTHUMOHTOJIOUJHBIN pa3pe3 TVIa3HbIX IIEJICH, AIUKAHT,
HU3KO PacrojIOKEHHbIE YIIHbIE paKOBUHBI, MUKPOTHATHS,
MUKpPOCTOMHUS, YKOPOUYEHHE $3bIKAa, KOPOTKUN (UIbTP,
KIIMHOJIAKTUJINS KUCTEH, UCKpUBIieHUE V manblieB KUCcTen
u || manpieB cTom, KOHTPAaKTypa U YKOPOUYEHHUE MPOKCH-
MaJbHBIX (anaHr | manbIeB KUCTEH, KH(POCKOINO3 TPy-
JIO-TIOSICHUYHOTO OT/eJ1a IO3BOHOYHHKA, «II0JIBIE)» CTOIIbI,
WHCIIUPATOPHBIN CTPUAOD.

46,XX,XpoMOCOMHast HECTAOUITLHOCTb.
arr3p25.3(10,849,786-10,863,227)x4,7936.1(151,929,710-
151,947,973)x1,10p11.21(35,060,420-
35,517,234)x3,10024.33(105,780,426-105,784,253)x4

20.

Jles.

29

1740

I'py0Oas 3anmepkka (QU3NYECKOro, IMCUXOMOTOPHOIO U
TICHXOPEYEBOTO Pa3BUTHUS, MHOXKECTBEHHBIE TEPEIOMBI B
aHaMHe3e, HapylIeHUuEe TEPMOPEryJslnu, TuaAponedanus,
MSTKHE KOCTH dYepera, OTKPBITHIA POTHUYOK, 3aJEpiKKa
npope3piBaHmsi 3yOOB, TPEyTrONbHOE JIMIO, TONyOBIe
CKJIEPBI, HU3KO PACIOJIOKEHHBIE TUCIUIACTUYHBIC YIITHBIC
PaKOBHUHBI, 3K30()TabM, BBICOKHH 17100, MUKpPOTHATHUS,
KOpOTKas Iies, y3Kas TpyJHas KJIeTka, Opaxuredanus,
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YKOPOYCHHBIC I[e(bOpMI/IPOBaHHBIe KOHCYHOCTH, JJIMHHBIC
ImaJblbl KI/ICTGFI, IorecpeuHas CKiIaJKa Ha 06€I/IX JJagoOHsAX,
HHU3KO PACIIOJOKEHHOC IIYIIOYHOC KOJbIO, THIIOIIIa3vsd
COCKOB, KH(03 B TpyJ0-TOSICHUYHOM OT/AEJNIe TTO3BOHOY-
HHUKa, KOPOTKHUEC CTOIIbI, BbIPpA>XCHHAA MbIIICYHAsA T'MIIO-
TOHUSL.

46,XX,9gh+,16gh+

arrl6p13.11(16,248,154-
16,258,276)x1,16p11.2q11.2(32,038,693-
46,463,769)x4,16p11.2q12.1 (34,448,198-
51,124,520)x2~3,19p13.3(2,505,552-2,515,283)x1

arr 7931.33932.3(126,738,243-130,995,300)x2hmz

21.

Mau.

4r

33

2650

3amepkka TCUXOPEUEBOTO pPa3BUTHUSA, ayTHUCTHYECKUE
4epThl, PU3NIECKOE PA3BUTHE HIDKE CPEIHETro, Ne(UIUT
Macchl Teja MO OTHOIICHHIO K POCTY, MHUKpoledaius,
TEJOCIOXKEHHUE MTPABUIILHOE, BHICOKHIA JI0O, HU3KO pacIo-
JIO’)KEHHBIE YIIHbIE PAKOBHHBI, aHOMaJbHas AEpMaTOTJIH-
¢uka, cuanakrunus 1,111 naneues kucreii u 11,11 IcTom.
46,XY

arryql1.223911.23(25,623,519-
28,279,302)%2,10926.11(121,438,546-
121,492,843)x1,16p12.2(21,576,802-21,736,000)*3

22.

Jles.

3r6
Mec.

31

1620

3amepkka TMCUXOMOTOPHOTO M (DU3MYECKOTO Pa3BUTHSA,
HU3KOe (pr3nyeckoe pa3BUTHE C JASPHUIUTOM MacChl Tela
[0 OTHOUIEHUIO K POCTY, BBICTYyHArOLIasi CPeAHss 4acThb
710a, HU3KO PAcIONOKEHHbIE YIIHbIE PAKOBUHBI, TIOCKAs
reMaHruoMa B 00JacTh HOCa U BepXHEH ryObl, KOPOTKUH
HOC C BOTHYTOM MEPEHOCHUIIEH W IIUPOKUM OCHOBAHHUEM,
00JIBIION POT, KOHYCOBHIHBIE MaNblbl, TUGGY3HAS MBI-
[IeYHAasl TUTIOTOHHUS, B TOM YHCJI€ B aKCHAIBHOU MYCKY-
JaType, HWKHHUI CIIACTMUECKUH Maparapes, pacileinHa
Heb6a. Ha MPT pacmupenue OonbIloi MUCTEPHBI MO3ra.
B ponocnoBHoit paciienuHa ryObl U HeOa, 3a/1epKKa pe-
YEBOT'0 Pa3BUTHS.

46,XX

arr 6p12.3(51,448,546-
51,481,671)x1,8922.3(102,670,305-102,689,988)x 1
arrlp34.1p32.3(45,884,003-
53,880,369),1021.2921.3(147,369,424-
150,727,394),6p22.1p21.32 (27,381,441-
32,195,988),6013q14.1(75,562,285-
80,107,017),8922.2923.2(101,580,603-
110,720,214),8923.2923.3(111,305,840-
114,790,779),15913.1913.3(28,390,588-31,787,428),
17921.31921.33(42,632,846-
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47,843,826),17¢21.33¢22(49,752,580-
53,364,300),17024.2924.3 (66,551,009-
70,197,291)x2hmz

23.

Mau.

Ir 4
Mec.

34

2650

Jlerkas 3aziep>KKa MOTOPHOTO, TICHXOPEYEBOT0 U (pu3nye-
CKOI'o pa3BUTHUA, MaKpOI_[e(baJ'II/IH,KOpOTKaﬂ mes, KOpoT-
KHC TJIa3HBIC IICIIH, ITJIOCKOC IIEPCHOCHE, I[e(beKT MEXKIKE-
J'Iy,Z[O‘IKOBOfI MNEPETOPOAKH, HEAOCTATOYHOCTH KJIIAIlaHOB
cepaua, KaMIITOAAKTHUIINA, KOPOTKHUEC TJICYCBLIC, 6e11peH-
HBIC KOCTH, ITaJIbIbI CTOII, «IIaJICBUAHAaA» MOIIIOHKA, I1a-
XO0Bas I'pbDKa.

46,XY,1phgh

arr13932.2(98,993,326-98,997,948)x 1

24,

Mau.

3r6
Mec.

35

2400

Jlerkast crerneHb YMCTBEHHOM OTCTalOCTH, CHHIPOM Je-
dumTa BHUMaHUS C TUIICPAKTUBHOCTBIO, TIHIICTICHS, BO-
poHKooOpa3Has nedopmanus rpyJHOU KIIETKH, «BsIas
OCaHKa, ONepUpOBaHHAS BOJSHKA STUYKA, TTAX0BAs TPhIKa,
IUIOCKOCTOIKE, YJIBOCHHE YallleyHO-JTOXaHOYHOU CHCTe-
MBI CIIpaBa, TUCQYHKLHUS CHUHYCOBOTO Y3I5a, HEMOJHAas
Onokaza mpaBoil HOXKKU IMyuka ['Mca, HU3KO pacroio-
JKEHHBIC JTUCIUIACTUYHBIC YIIHBIC PAKOBUHBI, MHHJAJIC-
BUJIHbIE C aHTUMOHTOJIOMIHBIM Pa3pe30M TJIa3HbIe IIeNH,
KOHYCOBU/THBIC TOHKHE MAJIBIIBL.

46,XY
arrlp21.3(94,958,377-95,000,738)%3,3923(142,106,620-
142,222,791)=1,11913.1(63,643,710-
63,964,054)%3,16024.3(89,869,394-
89,913,583)x1,19912913.11(29,373,242-34,341,260)x 1 ~2

25.

Jles.

Ir 4
Mec.

37

2650

BripaxkeHHass 3aepiKKa  TICUXOMOTOPHOTO — pa3BUTHS,
MUKpoliedanus, acCHiMMeTpus JIMIla B JIOOHOW 00JacTH B
BUJIC BJABJCHUS CIIPaBa, KOPOTKHE TJIa3HBIE INEIH, T'H-
MEPMETPOIHS BBICOKOM CTETEHH, AUCILIACTUYHbIE YITHBIC
PaKOBHHBI, TOTHYECKOe HEOO, HeOOJbIIas BOPOHKOOO-
pasHas gedopmaius TpyIHON KIETKH, aHoMallbHas (op-
Ma MAJIbIEB CTOI, OTKPBITOE OBaJIbHOE OKHO; Ha MPT
YBEJIMUYEHUE JKETYJOUKOB.

46,XX,1phgh,9phgh,13ps+

arrxXq27.3(147,011,663-
147,020,537)x3,5921.3(108,267,627-
108,285,385)x1,6p21.2(37,127,336-
37,144,424)x1,20q12(39,710,037-39,773,208)*3
arrlg21.2921.3(147,823,775-
153,224,233),7p21.2p15.3(16,412,003-
21,072,954)x2hmz

26.

Mau.

MCC.

29

1280

3anepxka (U3NIECKOTO U MOTOPHOTO Pa3BUTHS, MBIIICY-
Hasi TMIIOTOHMSI, BBICOKHH J100, y3KH€ IJIa3Hble MIEeTH, KO-
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Cpok
Macca
Bospact| Gepe- Knunmueckue,
No [Ton | obpa- | MeHHO- T;g;(ggﬂ IIUTOTCHETHYECKUE,
B HICHHUS | CTH MOJICKYJISIPHO-IIUTOT€HETUICCKUE HCCIICIOBAHMUS
HuH (T)
(men.)
HYCOBHJIHBIC TAJIBIIBI, MTOTIEpeYHasi 00po3/1a Ha JIaJIOHSX,
nedhopMUPOBaHHAS TPYyAHAS KIIETKA.
46,XY,16gh-
arrXpl11.23(48,755,667-48,772,839)x2
27.| leB. | 2T 30 1600 BripakeHHast 3a7iep)kKka IICUXOMOTOPHOT'O Pa3BUTHS, Je-
(GeKT  MEeXOKENyIOYKOBOW  TMEPErOpoAKH,  OTKPBITOE
OBaJIbHOE OKHO, TUIIOTOHHS, TYTOYXOCTh 3-4 CT., TUIOCKOE
JUI0, TOHKHWE MaJIeHbKWE KUCTH U CTOTIBI, BPOKICHHBIN
nopok cepama. CHARGE cunnpom? Benokapauodariu-
aJbHBIN CUHJIPOM?
46,XX
arr5p13.1p12(42,486,051-
42,705,764)x3arr2p12(80,286,980-81,343,256)x2hmz
28.| JleB. | 3r 1 31 1900 3azepikKa peueBoro, MCUXOMOTOPHOTO Pa3BUTHS, MUKPO-
Mec. nedainusi, Kocoriaasue, CMHHOQPHU3, JIITMHHBIC T'yCThIe pec-
HUIBI, TUIIEPTPUXO3, KOPOTKUN HOC, MOPOK Cepila, WH-
banTuiIbHBIe cria3Mbl. [Ipu3Haku cuaapoma Koprenus ie
Jlanre.
46,XX
arrxXql2(67,504,917-67,534,872)x3,Xq13.1(70,366,715-
70,404,302)x3,Xq13.1(70,431,029-
70,452,644)%3,Xq26.2026.3(132,447,475-
133,773,744)x2~3,3026.32(178,544,923-
178,573,093)x1,5032(147,479,536-
147,503,318)x3,50934(167,767,537-
167,834,840)x3,7p11.2(55,240,497-
55,262,974)x1,10023.1(84,461,177-
84,526,450)x3,12p13.2(10,567,073-
10,598,802)x1,18q12.1 (32,281,402-32,291,683)x1
29.| Mam. | 2r 8 36 2670 BripakeHHast 3a/iepkka TICHXOMOTOPHOTO M HeOOoJbIIast
Mec. 3ajJiepKKa TICUXOPEUYEBOrO Pa3BHUTHS, ayTH3M, OalllCHHAs
dopma dyepena, ruapouedanus, yBeIHMYCHHbIE OOKOBBIC
JKEIyIOYKA MO3ra, THUIOTOHUS MBI, Y/UIMHEHHOE,
TUTOCKOE JIUIO, SMHUKAHT, IMyXJbie T'yObl, CHUHIAKTHIUS
LIl mamemeB crom, BoOpoHKOOOpasHas aedopmarius
TPYJHOHN KIIETKH, TOTIOJHUTENbHAS TONepeyHasl TpabeKy-
Ja B JIEBOM KeyJJ0uKe cepana. Perpecc mcuxoMoTopHO-
rO U PEUEBOT0 PA3BUTHS MOCIIE OUYEPETHON BaKIMHAIIUH B
18 mec.
46,XYgh+
arr9932933.1(117,557,500-
117,735,167)x3,17p13.3p13.2(525-
4,375,742)x1~2,17p13.3(525-1,323,904)x 1
30.| Jes. | 112 26 1080 BripakeHHas 3a/iepKKa TCUXHUYECKOTO W (PU3UIECKOro
Mec. pa3BUTHS, MHUKpOIedausi, areHe3usi MO30JIUCTOTO Tea,
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Cpok
Macca
Bospact| Gepe- Knunnueckue,
No [Ton | obpa- | MeHHO- T;g;;[g_ﬂ IIUTOTCHETHYECKUE,
B HICHUS | CTH MOJIEKYJISIPHO-IIMTOTCHETUIECKUE MCCIIeIOBAHNUS
HuH (T)
(men.)
HU3KO PACIIOJIOKEHHbBIE YIIHbIC PAKOBUHBI, HE3apallCHHE
OO0JIBIIIOTO POJHUYKA, TYTOYXOCTb, KPYIHBIE MSTKHE KH-
CTH C KIMHOJAKTWINEH MH3HHIIEB. KpOBHOPOICTBEHHBIN
Opak — pOIUTENH JTBOIOPOHBIC CUOCHI.
46,XX,del(3)(p2?5)
arr 3p26.3(61,891-10,780,904)x1,10026.11(121,433,306-
121,467,370)x1
arr3q13.31924(116,501,977-
145,758,564),5q14.3915(88,421,580-
93,737,976),5031.3932(142,714,641-
148,699,940),10026.11026.3(119,435,869-
135,426,536),11922.3923.2(110,193,711-
114,043,482)x2hmz
31| Man. | 3r2 36 2650 3anepKKa MCUXOPEUYEBOr0 U MOTOPHOTO Pa3BUTHSA, JIBE
Mec. MaKyIIK{, BBICTYMAIOUIHE JOOHBIE OyIphI, CXOHsIIeecs
KOCOTJIa3ue, TemaTOMEeraiusi, MHUKpOTHaTus. Y Marepu
paciiennHa Heba U «3asdbs» ryoa.
46,XY,del(2)(p25.1)[2]/46,XY[20]
arrXq22.1(99,651,979-99,667,610)x2,Xq28(147,574,240-
147,584,984)x2,Yp11.31(2,650,140-
2,662,664)x2,Yp11.31(2,780,527-
2,829,388)x2,1p34.3(35,250,823-35,255,575)x4,1921.3
(153,307,850-153,362,883)%3,2p16.1(61,268,159-
61,288,350)x1,9p21.2(27,209,491-
27,217,169)x1,12p13.31(7,162,938-
7,184,794)x3,12024.31(124,207,567-124,213,315)x1,
16024.3(89,986,116-
90,010,610)x1,200913.13(49,174,707-49,185,043)x1
32.| es. | 2r 8 28 1440 3anepkka TCUXOPEUeBOr0 U (U3NYECKOTO pPa3BUTHS,
Mec. MBIIIEYHas] TUMIOTOHUS, THUApoUedans, SMUICTICUs, BbI-
CTynaromue JoO0HbIe Oyrpbl U 3aTHIJIOK, HU3KO PAcIolo-
JKCHHbIE YIIHBIE PAKOBHUHBI C MPHUPOCHIMMU MOYKAMHU H
CTJIQ)KEHHBIM PUCYHKOM, MaJICHbKHE HOC C B3JEPHYTHIMU
HO3JIPSIMH U POT, KOHYCOBHUIHBIE TMaJbIIbl, «CaHIAJICBU/I-
Has») 1IEeb.
46,XX
arr5g934(161,519,373-
161,522,353)x4,8q23.1(109,497,949—
109,534,631)x3,18p11.32(2,275,728— 2,702,747)x3
33.| Man. | 4r 6 36 2640 3amepKKa TICUXOPEUEBOTO Pa3BUTHS, aTHITMIHBIN ayTH3M,
Mec. Makporedaus, TpeyrojbHas Gopma Jinia, 3anaBiiee e-
PEHOCKE, OTTONBIPEHHBIC Je(OPMHUPOBAHHBIC YITHBIE Pa-
KOBUHBI, BBICOKOE HE0O, THIIEPTEIOPH3M COCKOB, J00pO-
Ka4eCTBEHHAs] TUNEPOMIUPYyOUHEMHUSI, TUCPYHKIUS Ou-
JIMAPHOTO TPAKTa, TUCHYHKIUS XOPJ MHTPAIBHOTO Kiia-
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Bospact
o0pa-
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oepe-
MEHHO-
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(men.)

Macca
TeJa Mpu
poxae-
HuH (T)

Knmanueckne,
IIMTOrCeHETUYECKHE,
MOJIEKYJIAPHO-IIUTOT€HETHYECKUE UCCIIEI0BAHUS

I1aHa.

46,XY,1gh+,9phgh,9phgh

arryqll1.23(27,014,284-
27,431,088)x0,7q11.21(64,638,143-
65,094,968)%3,10923.31(91,202,675-
91,212,984)x1,22q13.33(51,092,391-51,121,362)x3

34.

Mau.

Ir6
Mec.

37

2640

3anepkka IMCUXOMOTOPHOIO DPAa3BUTHS, MUKpoledaius,
Opaxwuiieanusi, HE3aBEPIICHHBIH MOBOPOT KHINCYHHKA,
YMEHbBIIIEHHE Pa3MEpOB IMOYEK, IUIOCKOE JHI0, KpyIHbIE
YIIHBIE PAKOBUHBI, KOPOTKas III€sl, MEJIKHE YEPTHI JIMILIA,
MaJIeHbKHE pa3mepbl renutannii; Ha MPT pacmupenue
JUKBOPHBIX TMPOCTpaHCTB. B aHaMHe3e CHOHTAaHHbBIC
abopThI y MaTepu.

46,XY ,XpOMOCOMHAst HECTAOUITLHOCTb.
arr2pl6.2(54,127,194-54,133,543)x1,7p13(45,109,040-
45,115,787)x1,9931.2(108,300,185-
108,327,484)x3,11p15.2(14,524,812-
14,542,829)x1,11022.2(102,189,698-102,237,462)x1

35.

Jles.

Ir6
Mec.

28

1250

3anepxkka BHYTPHYTPOOHOTO U TpyOas 3aepikKa MCUXo-
MOTOPHOTO PAa3BUTHSA, CUMITOMATHYECKast SIUICTICHS,
3aJiepKKa (PU3UYECKOTO Pa3BUTHS, MHKporedanus, e-
(EeKT MEeXOKEITyT0UKOBOM TIEPETOPOIKH, BEIPAKECHHOE OT-
CTaBaHWE KOCTHOTO Bo3pacTa (Ha 3Mec), TOHKHE HO3JIPH,
rnasubie menn OD<OS, Huskuii pocT Bosoc Ha Jdy, KO-
pOTKasi Imesi, OTEYHOCTh KHUCTEH CTOI, «ITayKOBHHBIC
manelpl, Tunonnasus |V nampies cror.

46,XX

arrl7p13.2p12(4,105,058-
11,737,149)x2~3,17p13.2p13.1(6,289,567-
7,158,485)x4,17p13.1(7,172,807-
7,637,091)x3arr17p13.3p13.2(18,900-6,295,959)x2hmz

36.

Jles.

1r 9
Mec.

32

2650

3agepKKa MCUXOMOTOPHOTO W (DU3MYECKOTO pa3BUTHS,
TYTrOyXOCTb, MBIII€YHAs] TUIIOTOHUS, BBICTYMAIOLINH 100,
IUIOCKUH MpOo(WiIb JHUIA, SMHUKAHT, TIOCKOE TEePEHOCHE,
BBICTYMAIOLIME BIEpe] HO3JpPHU, CIIaKEeHHBbIH (UIbTP,
MaJICHBKUM POT, TMIIOILIA3Usl BEPXHEHW U HMKHEUW Yelro-
CTEeH, HM3KO DPACIOJIOKEHHbIE IUCIIACTUYHbBIE OTTOIbI-
PEHHBIE YIIHBIE PAKOBHUHBI CO CIVIAXKCHHBIM PUCYHKOM,
HoTnepeyHasl CKJIaJKka Ha JIaJ0HAX, OpaxuIakTHIus, Ya-
cruunasa cungaktuaus -1V manenes crom, IV nmaner ne-
BOM CTOIBI pacroyoKeH MOJ OCTaJIbHbIMHU, MPOKCUMAab-
HOE pacrojioxeHue V mnanbleB cron, KU(o3 rpyaHOro
oTaena.

46,XX,13pstk+,21pstk+
arrlp36.33p36.22(849,466-9,722,348)x1
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37.

Mau.

2r5
Mec.

37

2670

3anepxKa TICHXOMOTOPHOTO pa3BUTHUS, OPraHHYECKOE
nopaxkenne I[[HC, pacxopmsmieecss kocoriasue, MOPOK
pa3BuTHs TanbleB kucred (orcyrcrBue |l damanru) u
HaJIIEB CTOI, MPABOCTOPOHHUN KPUITOPXHU3M, THUIIOIIIA-
3Ws MO30OJIUCTOTO Tella C arcHe3Mel BajMKa, peTpolepe-
OemnsipHas  kucra, L—oOpasHas mouka, Iy3bIpPHO-
MOYETOYHUKOBBIA PE(IIOKC CcieBa, BTOPUYHBINA IHEIIO-
HepuT, OnnuapHas TUcGyHKUIUS HAa (POHE aHOMAIBLHOU
(OPMBI JKEITIYHOTO TY3BIPSL.

46,XY

arrl6p13.11(16,319,646-16,544,018)x3

38.

JleB.

1r 3
Mec.

36

1650

3amepkka BHYTPUYTPOOHOTO, TICMXOMOTOPHOTO pPa3BH-
THUSI, ITUPOKOE MEPEHOChE, IMUKAHT, Ie(HhOPMUPOBAHHEIC
VIIHBIE PAKOBHHBI, peaKkue 3yObl, 100aBOYHBIC KIWHO-
BUJIHBIC ITO3BOHKH B TPYJHOM OT/EJIe TO3BOHOYHHKA,
BPOKJICHHBIN TTOPOK CEP/Illa, THIIOTOHUS MBI KOHEYHO-
cTel.

46,XX,1phgh
arr13g32.3934(101,495,219-115,107,733)x1

39.

Jles.

12
Mec.

37

2600

3asepKKa BHYTPUYTPOOHOT0, ICHXOMOTOPHOTO U TICUXO-
pPEYEBOr0 Pa3BHUTHSA, MBbIIIEUHAs TUIOTOHUS, CTEPEOTH-
nuy, ponuxoredanus, aHoMmanabHas (opma Ty0 (CKOO-
KOH), SMUKAHT, KOPOTKHE TJIa3HbIE IIENH, Ae(PEeKT Mex-
JKETYJIOUKOBOM MEeperopoaKy, acCTUTMAaTU3M, HapylleHUE
TJIOTaHHUS.

46,XX

arrlp32.2(57,313,820-
57,325,377)x1,3q27.2929(185,485,309-
197,851,986)%3,15926.3(99,076,919- 102,399,548)x1

40.

Mau.

Ir 8
Mec.

35

2670

3azepkKa IICUMXOMOTOPHOTO M ICUXMYECKOIO Pa3BUTHSA,
MUKpoLedanus, IIOCKUH 3aTbUIOK, KPYIJIOe TIOCKOE JIH-
110, KPYIIHbIE MSICHCTBIE OTTONBIPEHHBIE YIIIHBIE PAKOBH-
HBI, IIHPOKOE MEPEHOChE, KOPOTKAs Iles, «MbIC BIOBBI»,
rOJIOBY JEPXKUT C 1T, cuaut ¢ 14Mec, OTKpHITOE OBaJIbHOE
OKHO.

46,XY,9gh+

arr4q22.3q24(97,831,184-
104,944,698),7921.2921.3(92,533,154-
93,592,846)x2hmz

41.

JleB.

1r9
Mec.

32

1450

3aepikka BHYTPUYTPOOHOTO M IICHXOPEYEBOTO PAa3BUTHS,
MUKpoIedaius, SMUKAHT, MOJHBIC MICKH U TYObI, BPOXK-
JIEHHBIA TOPOK cepjra (OTKPBITOC OBALHO OKHO, aHe-
BpH3Ma MEXKIIPEICEPIHON TIEPETOPOJIKH).

46,XX

arr10g24.2(100,478,904-
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100,488,874)x1,17p12p11.2(15,754,173-20,552,548)*1

42.

JleB.

7 Mec.

37

2360

3amepkka BHYTPUYTPOOHOTO M (U3MUYECKOTO Pa3BUTHS,
3amaBIiee MepeHoChe, POT «KapIay, SMHUKAHT, HU3KO pac-
MOJIO’KEHHBIC YIITHBIC PAKOBUHBI, KOPOTKAs IIesl, TOJUKH-
CTO3 JICTKHUX.

46,XX,add(10)(q26)

arrXql3.1q13.3(69,700,718-
75,200,577)%2~3,6q16.3(100,900,207-
100,910,572)x4,7q33(133,584,270-
133,632,427)x3,10926.13926.3(125,137,895-
135,427,143)x3

43.

Jles.

4r 6
Mec.

36

2650

3aiepKKa ICUXOPEYEBOTO U MOTOPHOTO PA3BUTHSI, HU3KO
PacCIOJIOKEHHBIC YIIIHBIE PAKOBUHBI, OOIBIION S3BIK, OT-
KPBITBII POT, KOHYCOBUIHBIC MAJIbIIbI, HEOOIBIINE KHCTU
W CcTombl, Opaxuiedanus; TrernaToMeraaus, yTOJIICHUE
MApEeHXUMbl TOYEK, KHUCTa B IpaBol mnouke; Ha MPT
cMelaHHas Tuaporedanis, UCTOHYCHHE MO30JHUCTOTO
Tena, YTOJILIEHUE MEXXKETyJ0ukoBoi mneperopoaku. C
Omec. cyZloporu U perpecc pa3BUTHUS: NepecTalia CUICTh,
CTOSITh, IEPHKATh MPEIMETHI.

46,XX

arrxXq27.3(147,014,625-
147,020,537)%3,17p11.2(19,189,123-19,318,214)%3
arr6025.3026(160,271,391-161,334,562)x2hmz

44,

Jles.

9 Mmec.

37

2670

3aﬂep>1<1<a IICUXOMOTOPHOI'0O H (1)I/I3I/I‘ICCKOFO Pa3BUTHA,
pacuImpeHune KeIyJ0UYKOB TOJIOBHOTO MO3Ta, AePEeKT Me-
)K)KCHY,HOHKOBOﬁ Mneperopoaku, CIruICHOMCTrajius, MbI-
meyHas ruliOTOHHUs, 3IIMKaHT, MUHOAJICBUIHBIC T'JIA3HBIC
mIcJiu, YaCTHYHBIN IITO3, FOJ'Iy6LIC CKJICPBI, TOPU30OHTAJIb-
HBbIC 6p0BI/I, IJIOCKOC IICPCHOCHE, POT «Kaplia», KIWHO-
JaKTUIWA MU3UHICB, IMTMCHTHBLIC IIAATHA.
46,XX,1phgh,9phgh
arrlp35.2(31,518,095-31,556,968)x1,2p11.2(89,021,047-
89,035,676)x1,2q34(212,520,837-
212,525,001)x1,3929(196,801,757-
196,806,286)x1,4p14(39,221,557-39,228,097)x1,9q33.2
(123,251,136-123,259,883)x1,12q14.1(58,172,984-
58,183,036)x1,13q33.1(103,508,826-
103,514,025)x1,15q24.1(74,237,083-
74,241,624)x1,17q12(35,684,411-35,694,063)x1

45.

Jles.

Ir9
Mec.

28

2470

3azepskKa MOTOPHOTO Pa3BUTHSL, CTPUIOPO3HOE JIBIXaHHUE,
TUIIOTOHHSI MBIIIL, TUIEPMETPONNYECKUNA aCTUTMATHU3M,
OTKpBITOE OBaJbHOE OKHO, MyHOYHAas TpbIkKa, 0O0CTPYK-
TUBHBI  pelUIMBUpPYIOMMKA  OpOHXHT, Makpoueda-
aust/ruapouedanus, THIOIIMKEMUs, TPAH3UTOPHAsT MHK-
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poreMarypusi, MNOBBILIEHUE TOJIBH)KHOCTH MIPaBOM MOYKH,
JIAPUHTOMAJIALIMS, TUIOCKOE JIULO0, ITMPOKUK KOHYUK HOCA,
HU3KO pACIIOJIOKEHHBIE YIIHbIE PAKOBUHBI, MEJIKHE
SMOYKHU [0 3aJHEH IMOBEPXHOCTHU 3aBUTKA YIIHOM pakKo-
BHHBL.

46,XX,XpOMOCOMHAsI HECTAOUIBLHOCTh B BUJIC aHECYTLUIOW-
MU ayTOCOM

arrxXqg26.3(135,250,114-
135,255,808)x4,Xq27.3(147,026,038-
147,028,535)x4,6p22.3(24,581,183-
24,591,366)%3,10q11.23921.1(52,693.,425-
58,936,553)x2~3,10921.1(53,156,807-57,931,080)%3,
22013.33(51,103,902-51,121,377)x3

46.

Mau.

2r6
Mec.

37

2650

I'py0Oass 3anepikka ICUXOMOTOPHOIO pa3BUTHS (IUIOXO
JIEpKUT TOJIOBY, HE IEPEeBOPAuYMBACTCS, CUIUT C HOJ-
JIEP>KKOI), BbIpa)KEHHAs! MbIIIEYHAs TUIIOTOHUS, MaJICHb-
KH€ KUCTH U CTOIIbI, MEJIKHE YePThI JIUIA, HU3KOEe (PU3H-
YCCKOC pa3BUTHUC, SIIMAKTUBHOCTD.

46,XY,9phgh

arr7q22.1(101,896,751-
101,910,500)x1,12p13.31(7,974,128-
8,134,669)x3,17921.1(38,360,616-38,393,985)x1

47.

Mau.

Ir3
Mec.

36

2680

BeipakeHHas 3aJiepiKKa CUXUYECKOr0, MOTOPHOTO U pe-
YEeBOTO pa3BHUTHUSA, Tuapouedanus, TUIOTOHHS MBIIIII,
AMMKAHT, KOPOTKUE AaHTHUMOHTOJIOMHBIE TJIa3HbIE IIEIH,
YTOJIIEHHOE TIePEHOChE, BBICTYMAIONINE JTOOHBIE OYTpHI,
POT B BUJIE «ILIATPa», MAJIEHbKUE YIIHbIE PAaKOBHHBI, I'U-
NOIJIa3Ks CPEIHEro Naniblia CTOI, KalWUIIpHbIE IeéMaH-
IMOMBl Ha 3aThUIKE, HEOOJIBIIOrO pa3Mepa MOJIOBbIE Op-
ransl; Ha MPT yBenuueHue xeiryJ04K0B MO3ra.

46,XY

arr8p22(15,599,046-
15,607,980)x1,8q24.22(134,024,461-134,037,237)x1
arr7921.11(78,688,291-79,883,027)x2hmz

48.

Jles.

2r6
Mec.

35

2660

3anepxKa TICMXOMOTOPHOTO U TICKXOPEYEBOTO Pa3BUTHSI,
MuKporedanus, cuHOPpHU3, TUIOCKOE IMEePEeHOChe, KpPYT-
JBIH KOHYHMK HOCA, TUTOIUIA3Hs HYDKHEH YeIOCTH, TOJ-
HbIe TyOBI, HU3KO PaCIOJOKEHHBIC Ie()hOpMHUPOBAHHBIE
VIIIHBIC PAKOBHUHBI, OpaXHIaKTHIINS, TIOTIEPEYHAsT CKIIAIKa
Ha JICBOM JIaJOHHU.

46,XX

arrXp22.32p22.2(5,687,740-
10,022,174)x2~3,Xq27.3(147,020,493-
147,028,536)%3,3023(140,278,894-
140,282,341)x1,13q14.2(49,022,499-
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Ilon

Bospact
o0pa-
HICHUS

Cpok
oepe-
MEHHO-
CTHU

(men.)

Macca
TeJa Mpu
poxae-
HuH (T)

Knmanueckne,
IIMTOrCeHETUYECKHE,
MOJIEKYJIAPHO-IIUTOT€HETHYECKUE UCCIIEI0BAHUS

49,048,436)x1,16022.2(71,396,138-71,408,527)x1

49.

Mau.

4

34

2250

Hapymenne  ¢usuueckoro  pa3BuTHS, 0eIKoBO-
SHEPreTUYCCKass HEAOCTATOYHOCTD, I[e(l)I/IHI/IT MaccChl T€J1a,
MBIIICYHAasA T'UIIOTOHHA, FI/IHOTpO(bI/IH, BLIpa)KeHHaSI moa-
KO>XXHas1 BSHO3HAasA CCTh.

46,XY
arrlp36.31(6,035,136-6,044,155)x1,2931.2(179,607,590-
179,614,149)x1,11q14.1(77,928,096-77,936,687)x 1

50.

Mau.

Ir 9
Mec.

32

1850

3anepkka BHYTPUYTPOOHOTO, (PU3HMUECKOr0 U MCUXOMO-
TOPHOTO Pa3BUTHS, NE(PUIUT MACCHI TEJIA 110 OTHOLICHHIO
K POCTY, TUIIOCTIAJusl, JBYCTOPOHHUI KPUIITOPXHU3M, OT-
KPBITHIC aOPTaJbHBIA MPOTOK U OBaJbHOE OKHO, BBHICTY-
HaoUMil 100, MIOCKUM 3aThUIOK, HU3KO PACIOIOKEHHbIE
POTUPOBAHHBIE K331 AUCIUIACTHYHBIC YIITHBIE PAKOBHHBI,
roiayOoBaTble CKJIEpPbI, Y3KUE IUIeUd, IMIMPOKUE KUCTU U
CTOIIBI, BBICOKHMI CBOJ| M TUIIOIUIA3HsI HOTTEH Ha Malibliax
CTOII, CaKpaJIbHBII CUHYC, IepeIHAsS JUCTOIUS aHyca.
46,XY
arrxXp22.33(1,101,396-1,460,168)x3,2p15(63,253,848-
63,295,653)%1,2033.2(203,426,688-
203,431,192)x1,7p22.2p21.3(3,235,409-
7,970,015)x1,7p22.3p21.3(43,360-8,320,635)x1~2,
9934.3(140,050,493-
140,085,559)x1,10923.31(89,613,196-
89,651,924)x1,16p13.3(395,739-400,643)x1

51.

Mau.

Ir 5
Mec.

36

2640

3aziepykKa IICUXOMOTOPHOTO U IICUXOPEYEBOr0 Pa3BUTHS,
pacieaMHa MATKOTO M 4acTH TBEPAOTro Heba, OTTOIbI-
PEHHBIE TUCIIACTUYHBIE HU3KO PACIIOJIOKECHHBIC YIIHBIE
PaKOBUHBI, BEpXHssA I'yda B BHJE «IIaTpay, TUMOIIA3Us
CpeIHel YacTh JIMIA, OTCYTCTBHE 3yOOB, BBIpa)KEHHOE
CIIIOHOOT/IEJIEHUE, «CEMJIOBUIHBIN» HOC, MpeaypUKyJsap-
HbIE SMOYKHM C JIByX CTOPOH, KOPOTKasl y3JieuKa sI3bIKa;
HapylIeHUe KOOpPJMHALMM JBUKEHUW, YMEPEHHO BBIpa-
J)KeHHasi TMNOTOHUS MblI; Ha MPT npu3Haku ymepeH-
HOM BHYTpEeHHEH rujporedanuu, KUcTa Mpo3pavyHoil 1e-
pPEropoJky, HMCTOHYEHHE MO30JUCTOro Tena, Ha Y3U
yMEHbIIIEHHe 00beMa M poTalus JeBoil mouku. J[BycTo-
pOHHSS ITaxoBas IPbIKa, JOJIT0e BpeEMs HE cpacTajcs Iie-
PEJIOM KIIFOUHMIIBI.

46,XY

arrl1q21g25(93,219,941-
134,938,470)x3,18923(77,560,927-78,014,123)x1

52.

Jles.

9 Mmec.

37

2590

3agepxKKa MOTOPHOTO M (PU3MUECKOTO Pa3BUTHS, BbIpa-
JKCHHasi THUIOTOHUS MBI, KPYIHBIE OTTOIBIPEHHBIC
YIIHbIE PAKOBHHbI, BBIPRKEHHBIH SIMUKAHT, JJUHHbIC
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Cpok
Macca
Bospact| Gepe- Tena b Knunnueckue,
No ITon | obOpa- |MeHHO- omng [IUTOTEHETHYECKHE,
- M ECHUA CTHU iI/II/I (I‘) MOJICKYJIIPHO-IUTOICHETUYCCKUC NUCCIICAOBAHMA
(men.)

HaJIbLbl, ACTEHUYHOE TEJOCIOXKEHUE, NEePUIUUT MOAKOXK-
HO-KUPOBOI KJIETYATKH, OTKPBITHIE OBAJIbHOE OKHO U ap-
TEpUaNbHBIM MPOTOK, CylOpOKHAsI aKTUBHOCTb B JIEBOM
7n06HO#M obnmactu; Ha MPT HepaBHOMEpHOE MCTOHUEHHE
MO30JIMCTOTrO Tela, He3aBepLICHHAs MUeIUHU3aus 6ello-
r'0 BELIECTBA I'OJIOBHOT'O MO3Ta.

46,XX

arrxXq27.3(147,020,493-

147,042,373)x3,3q29(197,006,539-
197,356,334)x3,6p24.3(10,546,479-
10,567,408)x1,9921.13(74,814,162-
74,818,709)x4,11p15.1(18,500,906-18,526,284)x4

[Ipu nuTOreHETUYECKOM UCCIEAOBAaHUH Y
6 mnanueHToB W3 52 o00cieqoBaHHBIX IeTel
(11,5%) ObuTH BBHISBICHBI CIEAYIOIINE YHUCICH-
HbI€ ¥ CTPYKTYPHbIE aHOMAJIMU: MO3aUIU3M 10
MOHOCOMHH  XPOMOCOMBI ~ Y—  KapUOTHII
45,X[2]/46,XY[28] (cayuaii Ne7 B Tabnure);
JIeJIeIIM XPOMOCOMBI 2 (11Ba ciyuas) — Kapuo-
tunel  46,XX,del(2)(q37.2),1gh-,15chnh+ wu
46,XY,del(2)(p25.1)[2]/46,XY[20] (cimygyamn
Ne8 m Ne31); menerust xpomocomsl 14 (ciayuaid
Nel2): kapuorun — 46,XX,del(14)(932.3); ne-
Jenusi ~ XpOMOCOMBI  3:  KapuoTum  —
46,XX,del(3)(p2?5) (ciyuait Ne30); «monoiaHu-
TENbHBII» MaTepual Ha xpomocome 10: kapuo-
tun 46,XX,add(10)(g26) (cmyuaii Ned2). Kpo-
Me Toro y Tpéx namnuenrtoB (5,8%) Oblia BBISB-
JeHa XPOMOCOMHasi HEeCTaOUIBHOCTh, OJIHA U3
KOTOpBIX B BHJIE aHeyIuionauu aytocom (Nel9,
Ne34, Ne47). I3BeCTHO, 4TO aHOMAJIMH XPOMO-
COM B Tpymmax JeTeH, POTUBIINXCS B CPOK C
3aJIEP)KKON  MCUXOMOTOPHOTO, (PU3UIECKOTO
pazBurtus, Hanmnuuem MAP u BIIP, BcTpeuaroT-
ca takxe oT 10% no 18% [22, 33].

W3 Tabmuipl BUAHO, YTO M3 52 mamueH-
ToB Y 50 (96,15%) ObLIH BHISBICHBI Pa3IUYHbIC
T€HOMHbIE HapyuleHus:: y 25 — KkpymnHble (OT
500 Teic.iH U Gonee) anomanuu (48,1%), y 20
— BapHallUy YKclia KOMUl MOCiIe10BaTeIbHOCTH
JHK (CNV) (38,5%), y ueTbipex — UHTpareH-
Hble nepectpoiiku (7,7%), y onHoro HaOmroaa-
Jach TOJIBKO TIOTEPS TETEPO3UTOTHOCTH 0e3
npyrux anomanuii renoma (1,9%). ¥V nBoux

NAIMCHTOB aHOMAJIM T€HOMa METOJOM MOJe-
KYJISIPHOTO KapUOTHUIHPOBAHUS BBIABICHO HE
o110 (3,85%).

['enoMHBIE MEepecTpOMKH, BKIIOYaAs coue-
TaHHbIE, BbIABIEHB y 19 u3 52 (36,5%) nauu-
€HTOB C BPOXKJICHHBIMU MOpPOKaMU cepiua, y 7
nereit (13,5%) — ¢ paccTpoiicTBaMu ayTHCTH-
YecKoro crekrpa, y 8 gereit (15,4%) obHapy-
JKEHA AMWICTICUs (CYA0POTH/3MHUAKTUBHOCTh HA
290, y 10 (19,2%) — nHedponoruueckue
HapYIICHHUS.

KonnuecTBo BCEBO3MOXKHBIX MEPECTPOEK,
BKJIFOUAs COYETAaHHBIC, IO PAa3HBIM TPyIIaM
XpPOMOCOM B Tpymmne u3 52 aeTeil Obuth cremy-
IOLIHE:

ITo xpomocome X BBISBIIEHBI AHOMAIHH Y
16 u3 52 (30,8%) nmereit, cpenu HUX OBLTH 1Ty-
TUTMKAITAN, MO3aW4dHbIC AYIUTUKAIIAH, JIEICIIHH
U TPUIUMKAIMK;, MO Xpomocome Y — y 3
(5,8%), cpenn KOTOPBIX AYIUIUKAIMHA U JEie-
sl

AHOMaJIUK XpOMOCOMBI 1 0OHapyX eHbIl y
11 mereit (21,2%), cpenu HUX ObUTH JENEIHH,
NYTUTAKAIAY, TTOTePU TeTePO3UTOTHOCTH (yHH-
napeHTaidbHble AucoMuu Y /[l), Tpuruukanms, a
MEePECTPOMKUN XPOMOCOMBI 2 — y &8 nereit
(15,4%), cpemu HUX nOeNelHH, TPHUILTAKALINS,
notepss rerepo3urorHoctd (Y]l). AHOoManuu
xpomocomel 3 Berpeuanuch 'y 10 gerei
(19,2%), BKIIFOUAs ACNEIHH, TYTUTUKAIIMH, MO-
3aMYHYI0 JAYTUTMKAINIO ¥ TPUILIMKAIHIO, MTOTE-
pto rerepo3urotHoctu (Y /J1).
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[To xpomocome 4 aHOMAIUU BCTPEUATUCH
y 6 nereit (11,5%), cpenu HuX neneuuu, Iy-
TUTUKAIUH, TPUIUTHUKAIUS U TOTEpsS TeTepo3u-
rorHoctu (Y1), mo xpomocome 5 — y 8 nmereid
(15,4%), cpenu HUX AYIUIMKAIWH, JEICIHH,
norepu rereposurorHoctu (Y /), moszamunas
JeNenus U TPUTLITUKAIHS.

[To xpomocome 6 aHomanuu ObulM OOHa-
pyxensl y 9 nereit (17,3%), cpean Hux aene-
uuy, norepu rereposurotrHocta (Y ), aymiu-
Kalluy U TPUILTUKALIUA, 110 Xpomocome 7 —y 15
nerert (28,8%), cpenu HUX HeNenud, MOTepH
rerepo3urotHoctu (Y]l), AOymnukanuu, TpH-
TUTMKAIUS. ¥ MO3aW4YHas JICTCIHS; M0 XPOMO-
come 8 —y 4 nmereit (7,7%), cpenu HHUX Jene-
uuy, norepu rereposurotrHocta (Y ), aymiu-
Kanus; mo xpomocome 9 —y 7 nereit (13,5%),
CpeIy HUX JCNCIUH, TYTUTUKAIUU U TPUIUIAKA-
uust; mo xpomocome 10 —y 10 mereit (19,2%),
CpeIy HHUX IyTUTMKAIWW, SIS, MO3amdHas
OYTUIUKALWsS, TPUILTMKALUA U TIOTepsl TeTepo-
surotHoctH (Y ]1); mo xpomocome 11 —y 7 ne-
teit (13,5%), cpean HHUX Aenenuu, MyIUIHKa-
IUW, TPUIUIMKAIMS W TIOTEPS] TeTePO3UTOTHO-
ctu (YM); mo xpomocome 12 — y 4 nereit
(7,7%), cpenu HUX AeNennd, TyTUTAKAITIH.

ITo xpomocome 13 aHOManuu reHoma o0-
HapyxeHbly 5 nereit (9,6%), cpeau HUX nene-
1uu, norepst rereposurotnoctu (Y ]l); mo xpo-
MocoMme 14 —y 2 nereit (3,9%), cpeau HUX ae-
Jenusi, MO3auvHasl JeNelus, AYIUTHKAIUs Hu
MO3auyHas AYTUITMKALMS; 0 XpoMocome 15 —y
6 nmereit (11,5%), cpenu HUX nenenuu, mMoTeps
rereposurotHocta (Y ).

AHOManuu 1no xpomocome 16 BBISIBIEHBI
y 8 nereit (15,4%), cpenu HUX neneuuu, Iy-
TUTHUKAIUH, TPUIUTMKALIUKA U MO3auyHas AyTUIU-
Kaiusi; mo xpomocome 17 — y 10 nereit
(19,2%), cpeaw HMX [OeNE€UUH, IyIUTHKAIH,
notepu rerepo3urotnocty (Y /), mozauunbie
Jenenrs W JIyIUIMKalus, TPUIUITMKAIuUsS; IO
xpomocome 18 —y 4 nereit (7,7%), cpean HUX
JeNIeluu, Ty TUTHKAIIH.

AHomanuu 1o xpomocome 19 oGHapyxu-
oy 2 pereit (3,9%), cpeau HUX nenenus, Mo-
3aMyHas Jenenus, a no xpomocome 20 TaKxe y
2 nereit (3,9%), cpenu HUX Aenenus U AyIUTH-
KaIusl.

AHoManus 1o xpomocome 21 BbIsIBIE€HA y
1 pe6énka (1,9%) — ayrmkamus, a mo XpoMmo-

come 22 y 4 nereit (7,7%), cpeau HUX AYTUIH-
KaIll¥ U JIeTICIHsI.

AHanu3upys T€éHOMHbIE aHOMAIlUH, Cje-
JyeT OTMETHUTh, YTO BCETO ObLIO BBIABICHO 205
pa3IMYHBIX aHOMAJIUN y BCEX MPECTABICHHBIX
NAIMEeHTOB, U3 HUX OOJbIIE BCErO MO XPOMO-
come X (12,7%), menblie mo xpomocomam Y,
14, 18, 19, 20, 21, 22 (o1 0,5 1o 1,95%).

Crenyer OTMETUTbh, YTO B IMpPEACTaBJICH-
HOM rpymnme u3 52 nereit 6os1ee Bcero BCTpeya-
uch nenenuu: y 39 manuentos (75,0%), moutu
B TaKOM >K€ YHCJIC BBISABJICHBI IYIUIMKAIIUU: B
38 cayuasx (73,1%); tpurmkauuu —y 11 na-
ueHToB (21,2%) u nmotepu reTepo3UroTHOCTU
(V) Taxxe B 11 caywasx (21,2%). Mo3zaunu-
HbIC TEHOMHBIC HapPYIIECHUS BCTPEYAIUCH B
25% (13 ciayuaeB), Kak IIPaBUJIO, COBMECTHO C
peryJiipHbIMHM IepecTporikamu. B rpymme uc-
CleIyeMbIX JETell MO3auIM3M BBISBIEH IO
xpomocomam 3, 5, 7, 10, 14, 16, 17, 19 u X.
Yame Bcero MO3auiM3M BBISIBIEH IO XpOMO-
come X (3 u3 13 cnyuaeB), no xpomocomam 14
u 17 B 1Byx ciyuasx. Ciaeayer OTMETUTh, 4TO C
pa3pabOTKON COBPEMEHHBIX T€HOMHBIX TEXHO-
jgoruii mpoOiemMa MO3aulU3Ma WHTECHCHBHO
pa3BuBaeTcs MHOTHUMH nabopaTopusiMu
[34, 35].

W3BecTHO, YTO HCIOJB30BaHHWE OMOMH-
(hopMaTHYECKUX METOJIOB SBISIETCS HE00XO-
JUMBIM TIPH WHTEPIPETANH TOJIYYCHHBIX C
MOMOILBIO MOJIEKYJISIPHOTO KapUOTUITUPOBAHUS
JTAHHBIX JJIs1 OMPEICIICHUsS MOJICKYJISIPHBIX Me-
XaHU3MOB 3aboneBaHuii. OgHUM H3 OUOWH-
dbopMaTHIECKUX TIOJXO0/I0B K HIACHTU(UKAIIUU
NaTOTEHHOCTU T€HOMHBIX MEPecTpPOeK U acco-
UaIM1 BapuaOebHOCTH MOCIIE0BATEIbHOCTU
JIHK c¢ omnpeneneHHbIME  (EHOTUITUICCKUMHU
MpU3HAKaMHU, SIBJIETCS MPUOPUTH3ALINS T€HOB-
kauaunatoB [1, 12, 28, 29]. ITockonbky (hyHK-
[IUOHAIBHBIE XapPAKTEPUCTUKU T€HOB SIBJISIFOTCS
OTHOCHUTENIHO TOCTOSSHHBIMU TMapaMeTpaMH,
COBOKYITHOCTh JIAHHBIX OTHOCUTEIHHO HU3MEHE-
HUM 4YuClIa UX KOMHUHA MOMKET OBITh HCIOIb30-
BaHa JUIsl OLIEHKHU MOCEACTBUN T€HHBIX U XPO-
MOCOMHBIX (T€HOMHBIX) MYTallUd y HEIOHO-
IICHHBIX JCTeH C HapyIICHHEM pa3BUTHA U,
BO3MOXKHO, B JTaIbHEHIIIEM /I IPOrHO3UPOBa-
HUS U KOPPEKIIMK pa3BuTHs pedeHka. B uccie-
ayemMou rpynne u3 52 HeAOHOUIEHHBIX JeTeil
pH TIPUMEHEHUU OPUTHHAIBHOTO OmowmH)Op-
MaTHYECKOTO aHalli3a BBISIBICHO OOIBIIOE
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ymcno redoB (6onee 1500), cpenu HUX U3 TO-
BTOPSIIOIIMX T€HOB OBLIM CIEAYIONIME: Yalle
Bcero BeisiBieH red FMR1 [OMIM:309550],
ACCOLMUPOBAHHBIA C YMCTBEHHOW OTCTajo-
CTBIO, CLEIUICHHON C JIOMKOH Xpomocomoii X;
pexe rermsi GEMIN4A [OMIM:606969] -
HEBPOJIOTUYECKHE PACCTPOMCTBA € MHUKpOLE-
(anuel, KaTapakToOil U MOYCYHBIMU AHOMAJIHSI-
mu; INPP5K [OMIM:607875] — BpoxnénHas
MBIIIICUHAsT TUCTPO(UsS C KAaTapakTol U yM-
CTBEHHOU OTCTAJIOCTEIO; BHLHA9
[OMIM:615416] — KOMITJIEKC KaMITOIIOIHIAK-
TUJIMH, CUHIAKTWINAS, ME30aKCHAIbHBIA CHHO-
cTo3 ¢ BoccraHoBieHueM ¢ananr; NLGN3
[OMIM:300336] -~ cunapom Acmeprepa u X-
cueruieHHbIi aytuzm; OPHN1 [OMIM:300127]
— X-cHemyieHHass YMCTBEHHAs OTCTaJOCTh C
TUIOIUIA3UeH  MO3KEeYKa U XapaKTepPHBIM
BHemHUM BuoM auia; PHF6 [OMIM:300414]
— cuHapoMm bepwecona-dopcmana-Jlemana
(HacnmencTBeHHast X-CIETUIEHHAsT GopMma OXKH-
peHus co craboymueM); MIR96
[OMIM:611606] — ayTOoCOMHO-JOMUHAHTHAs
TIyX0Ta; BCL11B [OMIM:606558]-
HapyIlIeHHEe WHTEJUIEKTyaJIbHOTO Pa3BHTHUS C
nucMmopdueit nmuia, 3aAepKKON peun U aHoMa-
mueit T-xnerok; HERC2 [OMIM:605837] —
YMCTBEHHas OTCTAJIOCTh; WDRS81
[OMIM:614218] — mMo3keuKOoBasi aTaKCHsl, yM-
CTBEHHAs! OTCTAJIOCTh, TUAponedaTHs C aHOMa-
JTHSIMHA TOJIOBHOTO MO3ra; MYH2
[OMIM:160740] - npokcuManbHash MUOTIATHUS
u odprampmoruierus; RUNX2 [OMIM:600211]
— Merapu3nvecKkas JHUCIUIa3Hs C BepXHEde-
JIOCTHOMW TMIOIUIa3Uel U OpaxuaakTHInE.

AHaNM3UPYsl TOJNyYeHHBIC pPE3yJIbTaThl,
CJIETyeT OTMETUTH, YTO TMMOBTOPSIOIINECS TE€HBI,
OoOHapy>KeHHbIE B HAlleM HCCIICOBaHUH,
0O0JIbIIIe CBSI3aHBI C KIIMHUYECKUMHE TIPOSIBICHM-
smu (MAP, BIIP, 3amepkKkoi ICHXOMOTOPHOTO
u nicuxopeueBoro pazsutus) [30, 36, 37, 38], a
CBSI3aTh MX C HEJIOHOIIEHHOCTHIO U MAJIOBECHO-
CTBIO TIOKa HE TMPEACTABISCTCS BO3MOXHBIM
[39, 40, 41, 42].

Takum o0pa3oM, BapraOeIbHOCTh TOTY-
YCHHBIX HAMHU KJIMHHUYECKHX U MOJICKYJISIPHBIX
pe3yJIbTaTOB HE TIO3BOJISIET MPOBECTH KOPPEKT-
HBIC COIOCTABJICHUS MATOJOTMYECKOW 3HAUH-
MOCTH TEHOMHBIX HApyIICHWW B TUIAHE HEIO-
HOIIICHHBIX W MaJlOBeCHBIX jereil. Tem He Me-

HEE, COBMECTHOE UCIOJIb30BAHUE METOOB,
HaIpaBJICHHBIX HA HWCCIEAOBaHUE WHIAUBUITY-
ANBbHBIX U MEXKJIETOYHBIX BapHallUuii TeHOMa B
COUYETaHUM C OPUTMHAIbHBIM OMOMH(OpPMATH-
YECKUM aHAJIM30M, OMNPEIEsSeT MaToreHeTHuye-
CKOe 3HaueHue Bapuanuii renoma [21, 30, 43| u
OCHOBHYIO TMPUYHMHY KaKk (PEHOTUIHYECKHX
MPOSIBJICHUIT TEHOMHBIX TIEPECTPOEK, CBSI3aH-
HBIX C MEXaHHM3MOM 3a0oiyieBanus [25, 36, 37,
43] B KaXXJIOM KOHKpPETHOM ciy4ae (IepCOHH-
(unMpoBaHHAATEHOMHUKA), TAK B U3yUYEHUU He-
JIOHOIIIEHHOCTH.

3akiouenue. [lonyueHHble Hamu JaH-
HbIe o0OcneoBaHusl 52X NeTel, pOAUBIINXCS B
Cpoke OepeMeHHOCTH MeHee 37-MH Henenb U
MMEBIINX KIMHUYECKYIO KapTUHY C 3aJCPKKOU
MICUXOMOTOPHOTO pa3BUTUS B COUYETAHUH C
MBIIICYHON THMIOTOHHEH, runoguHamucki, BITP
u MAP, ycranoBuiu, uro y 96,15% u3 Hux
OTMEYAJIMCh PA3INYHBIC HAPYIICHHS B TEHOME,
YTO TMO3BOJIMJIO MPEANOJ0XKHUTh POJb 3THUX
HapYIICHUH B KIMHUYECKUX TPOSBICHUAX U
BO3MOYKHYIO UX 3HAYUMOCTh B IIPEKIEBPEMEH-
HBIX POJIax.

[Ipy UUTOreHETHYECKOM HCCIIEI0BaHUN
0OHapy XEeHBI YHUCJICHHBIE U CTPYKTYpPHBIC aHO-
Manuu xpomocoM B 11,5% cayuaes. [Ipu mo-
JEKYJISIPHO-IIUTOTEHETHUECKOM HMCCJICIOBAaHUN
oOHapy»KeHbl KaK peryJspHbIe, TaK U MO3and-
Hbele cinydau (25%) Hapymienus renoma. Cre-
JyeT OTMETUTh, YTO MO3aWYyHbIE CIy4yau BCTpe-
YaJIMCh COBMECTHO C peryJispHbIMU. Jlenenun u
OYTUIMKAlMM T€HOMa BCTPEUYAJIUCh MpPaKTHYE-
CKH B oJHakoBoM koiudecTBe (39 u 38 ciy-
4yaeB, COOTBETCTBEHHO). [lo xpomocome X BbI-
SIBJICHBI aHOMAJIMK B OOJIBIIIEM YHCIIEe TIO CPaB-
HEHUIO ¢ IpyruMu xpomocomamu — 30,8%. I'e-
HOMHBIE TIEPECTPONKH, BKIIIOYAsl COUYECTAHHBIE,
oOHapyxeHbl y 19 u3 52 (36,5%) manueHToB ¢
BPOXKJEHHBIMH TMOpPOKAMU cepAua, y 7 nereu
(13,5%) — ¢ paccrpoiicTBaMH ayTHCTHYECKOTO
cnekrtpa, y 8 gereit (15,4%) obHapyskeHa 3mu-
aencust (Cyaoporu/3MuakTUBHOCTE Ha DOI), y
10 (19,2%) — Hedponornveckue HapyIICHUS.
[IpakTuueckn Bce MAIMEHTHI B HCCIEAYEMOM
rpyIine ObUTH ¢ HApPYIIEHHEM TICUXOMOTOPHOTO
pa3Butus. [lpu GuonmHbopMaTHyecKoM aHaIH-
3€, UCIOIb3ysl MPUOPUTU3AIMIO T€HOB, BBHISB-
JeHbl YacTO BCTPEYAIOUINe TMOBTOPSIOIINECS
TeHBbl B TpyIMIe U3 52 HEIOHOIICHHBIX JIETEH,
cpenu HUX ObUIN CIEAYIONIUE: Yalle BCEero BbI-
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sied ren FMR1 [OMIM:309550], accouuu-
POBaHHBIM C YMCTBEHHOM OTCTaJIOCTBIO, CIIEI-
JICHHOHM C JIOMKON Xpomocomoi X; pexe IreHbl
GEMIN4 [OMIM:606969]; INPPSK
[OMIM:607875]; BHLHA9 [OMIM:615416];
NLGN3 [OMIM:300336]; OPHN1
[OMIM:300127]; PHF6 [OMIM:300414];
MIR96 [OMIM:611606]; BCL11B
[OMIM:606558]; HERC2 [OMIM:605837];
WDR81 [OMIM:614218]; MYH2
[OMIM:160740]; RUNX2 [OMIM:600211].
BrlsiBieHHBIE MOBTOpAIOIIMECS TE€Hbl OOJbIle
CBSA3aHbl C KJIMHUYECKUMHU IPOSBICHUSMU
(MAP, BIIP, 3anep>kkoii NCUXOMOTOPHOIO U
IICUXOPEYEBOT0 Pa3BUTHS), a CBA3ATh UX C He-
JIOHOIIEHHOCTbI0 M MAaJIOBECHOCTBIO IIOKa HE
MIPEJCTaBIsAETCS BO3MOKHBIM. BapnabenbHOCTb
MIOJIyYEHHBIX MOJEKYJSPHBIX U KIMHUYECKUX
JAaHHBIX II0Ka HE I03BOJIAET IIPOBECTU KOP-
PEKTHBIE KOPPENALNU MaTOJIOIMYeCKOl 3HaYu-
MOCTH TE€HOMHBIX HapyllIE€HUH B IUIAHE HEJO-
HOILIEHHOCTH U MaJIOBECHOCTH.

B 3akimroueHuu cienyer OTMETHTbH, YTO
OnonH(pOpPMATUYECKHE METOABl HEOOXOIUMBI
JUIs. UHTEPIpPETaluy JAHHBIX, IMOJIyYEHHBIX C
MOMOUIBI0 MOJIEKYJISIPHOTO KapUOTHUIIHPOBa-
Hus. Crnenyer Takke 0co00 MOTYEPKHYTh, UTO
OJIHUM M3 TOJXOJO0B K MACHTU(PHUKAIMHU IaTO-
T€HHOCTH TE€HOMHBIX IIEPECTPOEK SIBIISIETCA
MPUOPUTH3AIMS TeHOB. JlaHHbIE OTHOCUTEIBHO
M3MEHEHUH 4Yncia KOIUHM MOCIIeI0BaTENIbHOCTH
JIHK, xak ObuTO TTOKa3aHO, MOYKHO HCIIOJB30-
BaTh /ISl OLEHKH (EHOTHUINUYECKHX MOCIeN-
CTBUI T€HHBIX U XPOMOCOMHBIX (T€HOMHBIX)
MyTalluil y HEIOHOIIEHHBIX JleTel ¢ Hapyile-
HUEM Pa3BUTHSL.

[TomyyeHHblEe KIMHMYECKHE U MOJIEKY-
JSIpHBIE PE3yJbTaThl HE MO3BOJISIOT, KaK ObLIO
OTMEYEHO BBIIIE, TPOBECTH OAHO3HAYHBIE CO-
MIOCTABJIEHUSI MATOJOTUYECKOW 3HAUYUMOCTH
T€HOMHBIX HapyLUIeHUH U HEJOHOLIEHHOCTHIO.
OpnHako MOYHO MPENOJIO0KUTh, YTO HAKOILIE-
HUE JIaHHBIX 110 TeHETUYECKUM HCCIIE0BAaHUIM
— COBMECTHOE HCIOJIb30BaHUE MOJIEKYJISIPHO-
LUTOr€HETUYECKUX U YIIyOnE€HHBIX OHOUH-
(dbopMaTHYECKHX TEXHOJOTHHA IJIsi HCCIenoBa-
HUS UHAMBUIYAJIbHBIX U MEXKJIETOYHBIX Bapu-
aluil reHoMa ¢ aHaJIM30M KJIMHUYECKHUX MPOsB-
JeHUH — TO3BOJIUT OXapaKTepU30BaTh MeXa-
HU3M 3a00J1€BaHMs B KaXKIOM OTAEIbHOM CITy-
yae (mepcoHu(pUIMPOBaHHAS T€HOMHKA) U BbI-

SIBUTh BO3MOJKHBIE aCCOIMAIMH C POKICHUEM
HEJIOHOIIEHHBIX W MaJoOBECHbIX nereu. Ilomy-
YeHHbIC HAMH JaHHbIC U MPUBEIACHHBIN aHATU3
MOJKET YKa3blBaTb Ha LEJIecO00pa3HOCTh U
NPOJOHKEHUE HCCIEIOBaHHUM, HaIMpaBICHHBIX
Ha peIICHHE MPOOJIeM HEJOHOIICHHOCTH.

B omnowenuu dannot cmamou He OvLIO
3ape2ucmpupo8ano KOHQIUKMA UHIMEPECOs.
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