JagBJicHHuE

0 PACCMOTPEHHMH MPOTOKO0JIA KIMHUYECKOH anpodanumn

1. | HaumenoBanue denepaibHOR denepanbHOE TOCYAAPCTBEHHOE ABTOHOMHOE
MEIULMHCKOW OpraHu3aluu, 00pa3oBaTeIbHOE YUPEIKICHUE BBICIIETO
HAY4YHOH WJIH obOpazoBanus «Poccuiickuii HalMOHATBHBIN
oOpa3oBaTeIbHON HCCJIE0OBATEIIbCKUN MEIUIIMHCKUN YHUBEPCUTET
OpraHu3alluu, umenn H.U.ITuporosa»
OCYIIECTBIIAIONMICH MuHucTepCcTBA 3/IPAaBOOXPAHEHUS
JeATEeIIbHOCTh B chepe Poccuiickon ®enepanuu
OXpaHbI 310POBbS,

SIBJISTIOIIIEECS] pa3pabOTUNKOM O60co0IeHHOE CTPYKTYPHOE TOApa3AcICHIS
IIPOTOKOJIA KIMHUYECKOU «Hay4uHo-nccmenoBaTenbCKkui KIIMHUYECKHM
armpoOanuu WHCTUTYT NE€IUATPUU

nMmeHn akagemuka lO.E. BenpTuiesay

2. | Aapec mecrta HaxOXJICHUS 117997, r. Mockaa, yi1. OcTpoBUTSIHOBA, 1. 1
OpraHu3aIuu 125412, r. Mockasa, yi. Tangomckas, 1. 2

3. | KoHTakTHBIC TEenehOHBI U 8(495)4340329, rsmu@rsmu.ru
ajipeca AICKTPOHHON MOYTHI 8(495)4840292, niki@pedklin.ru

4. | Ha3Banwme mpejiaraeMoro K «JlnarnocTrka HeAnPPEepeHMPOBAHHON YMCTBEHHOM
HpOBeI[eHI/IIO KHHHquCKOﬁ OTCTAJIOCTHU Ha E)CHOBC MOJICKYJIAPHO-TECHETHUYCCKUX

WcCieoBaHnl (MIeHTH(PHUKAIMS TEHOB METOJIOM
anpodanuy MeToza dmoopecuenTHO# ruGpuaM3amuy in Situ-FISH u nomxoe
HpO(l)I/IJIaKTI/IKI/I, JUarHoCTuKH, TeHOMHOE CKaHHPOBAaHME METOJIOM MOJIEKYJISIPHOTO
JICYCHUS U pea6I/IJII/ITaI_II/II/I KapHOTHUITUPOBAHUS) y MAMEHTOB OT 18 Mecsiues g0 14 ner

BKJIFOUYHUTCIBHO KEHCKOI'O0 U MY’KCKOI'O 110J1a € JTUArHO30M:
«Heytounennas ymcrBernas orcraiocts (F 79); BosaeiicTere
paauanoOHHOIO 3arpsA3HCHUA (Z 584)» C IICJIbIO BepH(bI/IKaI_IPII/I
AuarHo3a 1 OIpeACJICHUA 3HAYMMOCTH paJualluOHHOI'O
(dakTopa B 3THONATOTEHE3€ 3a00JICBaHUS TI0 CPAaBHEHUIO C
METOJIOM JUarHOCTUKU HeauddepeHIIMPOBAaHHON YMCTBEHHOMN
OTCTAJIOCTH HA OCHOBC HUTOI'CHCTUYCCKOI'O HCCIICA0OBaHUA
(xapuoTn) y feTel U3 TEPPUTOPUH C PaIUOHYKIUIHBIM
3arpsA3HCHUEM)

5. | Ywmciio mamueHToB, 2022r.—54.

YYaCTBYIOIIMX B 20231 —1514.

KJIIMHUYECKOM arpooanuu 20241 —-10 4.

Bcero: 30 4.
[Ipunoxenue: 1. ITpoTOKOI KIMHUYECKOH arpodaruu Ha 26 1.
2. anuBuayaibHas perucTpaloHHas KapTa
HaOJTIO/ICHUS TAIlHeHTa B paMKaX KIMHHYECKON
ampoOanuu Ha 4 1.
3. Cornacue Ha OMyOJUKOBaHHE POTOKOIIA
KIIMHUYECKOU arpobanuu Ha 0(pUIIMATILHOM caiTe
MunucrepcTBa 31paBooxpaneHus Poccuiickoit
Oenepanun B cetn «IHTEpHET» Ha 1 1.
Pekrop /

®Ir'AOY BO PHUMY um. H.1. HI/I%Q/I‘S

Munsznpasa Poccun
28,02:2022 1,
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IIpoToko. KIMHNYeECKOH anpodanumn
MeTOAAa NPOPHIAKTHKH, ITMATHOCTHKH, JICHCHUS U PeadnInTaluu

«Kannnyeckas anpodanus MeTo/1a THATHOCTUKHU HeauddepeHuMPoOBAHHOM YMCTBEHHOI
OTCTAJIOCTH HA OCHOBE MOJICKYJISIPHO-TEHeTHYECKHUX HCCJICAOBAHNN (MACHTHPHKANHA
reHOB MeTOoA0M (iroopecueHTHON rudpuausanum in situ-FISH u nostHoe reHomMHoe
CKAHNPOBAHME METOI0M MOJIEKYJISIPHOT0 KAPUOTHIIMPOBAHMSA) Y NAIMEHTOB OT 18
MecsiieB 10 14 JjieT BKJIIYUTEIbHO }KEHCKOr0 H MYKCKOT'0 110J1a C INArHO30M:
«HeyTrounennas ymcrBeHHasi orcrajgocts (F 79); Bo3neiicTBue painanuoHHOro
3arpsizHenus (Z 58.4)» ¢ neabo BepupuKAIMU TUATHO3A U ONIpeaeJieHUsl 3HAYMMOCTH
paaManoHHOro GaKkTropa B 3THONATOreHe3e 3200J1eBAaHU 110 CPABHEHHIO ¢ METOA0M
AUATHOCTUKHU Heau(¢epeHuMPOBAHHON YMCTBEHHOM OTCTAJIOCTH HA OCHOBE
IHUTOreHETHYECKOI0 MCCIeI0BaAHUs (KAPHOTHIT) y AeTeH U3 TeppUTOpHii ¢
PAAHOHYK/IHIHBIM 3arps3HEHHEM

Nnentudukannonusiii No

Hata

I. [TacnopTHast 4acTh

1. Haspanue mnpeasaraeMoro K TPOBeIeHHI0 KJIMHUYECKOH ampodauuu MeToAa
NpopUIAKTHKH, THATHOCTHKH, JICYeHHUS] M peadnauTanum (gajee - MeTox).

Juarnoctuka HenudQepeHITUPOBaHHOW YMCTBEHHOW OTCTAJOCTH HA OCHOBE MOJIEKYJISIPHO-
TeHEeTUYECKUX  HCCIEeNOBaHUN  (MOCHTHU(UKAIUS TEHOB  METOAOM  (hII0OpECHEHTHON
rubpuam3anuu in situ-FISH u momHOe reHOMHOE CKaHMpPOBAaHUE METOJOM MOJEKYJISPHOTO
KapUOTUIIMPOBAHNUSA) Y JETe

2. HaumenoBaHnue u aapec ¢eepajibHOM MeAMIMHCKONH OpraHu3anuu, papadorasiei
MPOTOKOJ KJIMHUYECKOH anpodanuu MeToaa NPOoPUIAKTUKH, THATHOCTUKH, JeYeHUsI U
peaduiuTanuu (aajee - HPOTOKOJ KIMHUYECKOH anpodanun).

@®enepanbHOE TOCYJAPCTBEHHOE aBTOHOMHOE 00pa3oBaTelbHOE YUPEKIEHUE BBICIIETO
oOpa3oBanus «Poccuiickuii HallMOHAJIBHBIM HMCCIIEOBATEIbCKUNA MEIUIMHCKUN YHUBEPCUTET
umenu H.U. [Tuporosa» MunuctepcTa 3apaBooxpanenust Poccuiickoit ®eneparuu

117997, r. Mocksa, yi. OcTpoBUTSHOBA, 1. 1

Ob6ocobiieHHOe CTpyKTypHOe mojpasnenenue «HaydHo-uccnenoBaTenbCkuil  KIMHUYECKUNA
WHCTUTYT neauaTpuu uMeHn akajgemuka lO.E. Benptumesay ®I'AOY BO PHUMY um. H.N.
ITuporosa Munsapasa Poccun

125412, r. Mockga, yi. Tangomckasi, 1. 2

3. ®amMuans, UMsl, 0TYECTBO U JOJKHOCTD JIMIA, YIIOJJHOMOYEHHBIX OT UMEHH
pa3padoTYMKA NOANMCHIBATH MPOTOKOJ KIMHUYECKOH anpodanunu.

JlykpsnoB Cepreii AnatonweBuy, pekrop ®I'AOY BO PHUMY um. H.U. Iluporosa
Munzapasa Poccun

1. O6ocHOBaHUE KIMHUYECKOH anpodanu MeToaa
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4, AHHOTAIIMA METOAA

[Tapamerp

3HayeHue/onucaHue

Ilenb BHEAPEHUSA METO1A

[MoaTBepAUTh  KJIMHUKO-3KOHOMHYECKYHO 3(()EKTUBHOCTH
METOJ]a TMAarHOCTHKH HeAu(pepeHITMPOBaHHONH YMCTBEHHON
OTCTAJIOCTH  Ha  OCHOBE  MOJICKYJISIPHO-TEHETHYECKUX
HCCIICIOBaHUN (uneHTHQUKAIHS TCHOB METOJIOM
(hroopecuienTHoit ruOpuan3zanuu in situ-FISH u momHoe
TeHOMHOE  CKaHMpPOBAaHHE  METOJOM  MOJIEKYJISIPHOTO
KapHOTUIIPOBAHMS) y MAIUeHTOB OT 18 mecsueB 1o 14 mer
BKIIFOYUTEIBLHO JKEHCKOTO M MY’KCKOTO I0JIa C JAMAarHO30M:
«Heyrounennass  ymcTtBeHHas  orctasiocts (F  79);
BozneiictBue paamanmmonHoro 3arpsHeHHS (Z 58.4)»
LEJBbI0 BEpUPUKAIIUYM TUATHO3A M ONPE/CIICHUS 3HAYUMOCTHU
panuanoHHOro (hakTopa B ATHOMATOreHe3e 3a00JIeBaHHS IO
CPaBHEHUIO c METOIOM JTUArHOCTUKA
HenudepeHIIMPOBAaHHON  YMCTBEHHOM  OTCTaJOCTH  Ha
OCHOBE IIMTOTEHETHYECKOTO WCCIEOBaHUs (KapUOTHII) Y
JIETel U3 TEPPUTOPHIA C PaAMOHYKIUIHBIM 3arpsi3HEHUEM.

3aboneBaHNe/COCTOAHNE (B COOTBETCTBHH
¢ MexayHapoJIHON CTaTUCTUYECKOMN
KJIacCU(UKAIIer 00JIe3Hel 1 mpodiem,
CBsI3aHHBIX cO 310poBheM (MKB-10)), Ha
JIMATHOCTUKY KOTOPOT'O HANIPABJICH METOJ

HemuddepenumpoBannas  (HeyTOUHEHHas))  yMCTBEHHas
OTCTaNIOCTh (F79), BO3JIEUCTBHE paauaMOHHOT O
sarpssuenns (Z58.4)

[TonoBo3pacTHast XapaKTepUCTUKA
MAI[UeHTOB, KOTOPEIM OyIeT OKa3aHa
MEIUITAHCKASI TIOMOIIb ¢ TPUMEHEHUEM
METOJa

ITanmenter B Bo3pacte oT 18 wMecsuer no 14  jer
(BKITFOUMTENHHO) 000MX MOJIOB

KpaTKOC OIMUCaHuE MpeAjiaracMoro
METOJa, MPEUMYIICCTBA U HEAOCTATKHA 110
CpaBHCHUIO C IPUMECHACMBIMU CETOAHA
METOAaMH, B TOM YHUCJIC MECTOJOM
CpaBHCHUS

MoeKyasipHO-IIUTOTCHETHYECKAst IMArHOCTHKA:
1- wunmeHTH(UKAIIMS TEHOB METOIOM  (DIIFOOpECIICHTHON
rubpuau3anuu in Situ (fluorescence in situ hybridization —

FISH);

2 — TONHOE TCHOMHOE CKaHHPOBAaHHUE METO/I0M
MOJIEKYJISIPHOTO KapHUOTUIIUPOBaHUS (SNParray) c
OMOMH(OPMATHKO.

OTH MeToABl OCHOBaHBI Ha TMpolecce THOpHAM3aLUU
HYKJICMHOBBIX KHCJIOT. ['MOpumusanus in Situ ocHoBaHa Ha
B3aUMOJICUCTBMH  OJIHOHUTEBBIX  IOCIIEAOBATEIbHOCTEH
3K30I€HHOM JHK, MEUYEHHOU ¢oopoxpomMaMu
(pmroopecumpytonumu  BemectBamu), — JHK 1npoOs1, u
uccieryeMon JHK. Pazpemaromas CITOCOOHOCTH
MOJICKYJISIPHO-IIMTOTCHETHYECKUX ~ METOAOB  ONpEACIsIeTCs
MHUHHAMAJIbHBIM pasmMepoM NOCJIEA0BATEILHOCTH
xpomocomHor JIHK (kommdecTBOM HYKIICOTHIIOB), KOTOPYIO
BO3MOXXHO PETUCTPHPOBATH C MOMOIIBI0 MHUKPOCKOMA WU
JOpyrod cucTeMbl AeTeKIMH. B KadecTBe craHmapra Hpu
MOJIEKYJISIPHO-IIUTOTCHETUYECKOM ~ aHAJIN3€ MCIOJb3YIOTCS
KJIACCUYECKUE TUTOTCHETUIECKAE METOIBI.

1. Meronx FISH B pasmuusbix ero Bapuanusx OyaeT
OPUMEHATHCS  [UId  aHajM3a  CIIydaeB  XPOMOCOMHOI'O
MO3auI3Ma C HEOONBIIMM KIIOHOM aHOMAJbHBIX KIETOK;
OTpefeNieHHsT TPOUCXOXKICHUST M TEHETHYECKOTO COocTaBa
JOTIOJTHUTENIFHBIX MapKEepHBIX XPOMOCOM; HICHTU(HUKALNN
XpOMOCOM, BOBJICUCHHBIX B CJIOXKHBIE IIEPECTPOMKH MpHU
ygactud  3-Xx W 0Ooiee  XpoMOCOM;  HIEeHTU(UKAIMH
TEJIOMEPHBIX M CYOTEIOMEPHBIX MOHOCOMHI/TPHCOMUN;
YTOUHEHHS TOYEK pas3pblBa U MOTEPb TI'CHETHYECKOI'0
MaTepHajga Ha XpOMOCOMHOM M CyOXpOMOCOMHOM YPOBHSX B
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CJIy4ae CIIOKHBIX XPOMOCOMHBIX aHOMAJIHIA; MOJICKYJISIPHOTO
W3YYeHUSI XPOMOCOMHBIX BapHAHTOB.

2. TepMUH «MOJIEKYJISIPHOE KAPHOTUNMPOBAHME)» SBISIETCS
Han0oJIee KOPPEKTHBIM JUIsi 00O3HAUCHUS CKAHMPOBAHHS
reHoMa TIPH WCIIOJNB30BAHUN MOJICKYJSIPHBIX TOIXOJ0B K
aHaluu3y €ro CTPYKTYPHBIX Bapuamuid (XpOMOCOMHEIM
MUKpOMATpUUYHBIH  aHamu3 - XMA). MonekysipHoe
KapUOTUITUPOBAHUE HAXOJHWT CBOE NMPUMEHCHHE B 0O0JIACTH
OHKOLIMTOTEHETHUKH W JIMAaTHOCTHKH  XPOMOCOMHBIX
MUKpoabeppannii y nereil ¢ yMCcTBEHHON oTcTanocThio. OHO
MO3BOJIIET C BBICOKOH 9((PEeKTUBHOCTBIO  OMpenenuTh
morepro  (meneuus) wid TOpuoOpeTeHue  (IyTUTHKAIIHS)
nocneaoBarearHocTeld xpomocomuoi JIHK pazmepom menee
OIHOTO MJIH NAapP HYKJIEOTHIOB (I'€HOMHbBIC aHOMAJIHM), a
Takke, Tak HaspiBaeMble, CNV — Bapmammm yucia Komuii
nocienoBarenpHocTr JJHK.

[IpoBeneHre  MOJCKYJISPHOIO  KApUOTUIIUPOBAHHUS  IPH
HaMUMK y  geredd  HeauddepeHIUpPOBaHHBIX  (hopMm
YMCTBEHHOH OTCTaJIOCTH, YUUTHIBAS pe3yIbTaThI
IIATOTEHETUIECKOTO HCCIIECIOBAHMUA, OyIeT CIOCOOCTBOBATH
YTOYHEHHUIO TOUEK pa3pbhiBa MPU CTPYKTYPHBIX MEPECTPOiKax
XpOMOCOM;  OTPEACICHUIO TPOUCXOXKACHUS MapKEPHBIX
XpOMOCOM; WCKJIIOYEHHIO WM BBISIBJICHHIO TE€HOMHBIX
aHOMAJTUIl P HOPMAITLHOM KapHoTHIe, B ToM yrcie CNV;
JIaeT BO3MOXKHOCTh OOHAPYKEHUS STTUTCHOMHBIX W3MEHEHUI,
TaKAX KaK TOTepsl TETEePO3UTOTHOCTH, YHHITAPEHTATbHAS
JIUCOMUSI.

ANTOpUTM TPOBENCHUS MOJCKYJISAPHO-IIUTOTCHETUUSCKUX
WCCIIeIOBaHUI c MOCIIE Y IOIIHM MpUMEHEHHEM
OmonH(MOPMATHIECKUX METOMOB Y IeTell ¢ YMCTBEHHOM
OTCTAJIOCThIO  TMO3BOJIUT B JaJbHEWIIEM  MPOBOIMTH
3¢ (heKTUBHOE MEIUKO-TEHETHYECKOE KOHCYJIBTUPOBAHUE,
MPEHATAIBHYI0 JWAarHOCTHUKY, B OTHENBHBIX CIIy4YasxX u
NEPCOHU(PHUIIMPOBAHHY IO JICYEOHYIO KOPPEKIIUIOQ.

<I)0pMa OKa3aHus MC,Z[I/IL[I/IHCKOﬁ IIOMOIIIH
C IPUMCHCHHUEM METOAa

IlnanoBas

Bug Me TUIIMHCKOM ITOMOIITH,
O0Ka3bIBAEMOM C IPUMEHEHUEM METO]1a

CHGHI/IaJ'II/BI/IpOBaHHaﬂ, B paMKax KIMHAYECKOH anp06aum/1

VYcnoBus okazaHusl MEIUIIMHCKON
MIOMOIIY (HapuMep, B THEBHOM
CTalloHape | T.II.) C IPUMEHEHUEM
MeToJ1a

CranuonapHas

HazBanue METOJ4, MMPEAIJIOKECHHOI'O AT
CPaBHUTCIIBHOI'O aHAJIM3a

HuTorenernyeckoe uccieaoBanue (KapuoTHII)

ITonoBo3pacTHast XapaKTE€PUCTUKA
MAalMEeHTOB, KOTOPBIM OYJeT OKa3aHa
MEAUIMHCKAs IOMOLIb C IPUMEHECHUEM
METOAa, PEIUIOKEHHOTO IS
CPaBHHUTENBHOIO aHAJIM3a

ITammentel B BO3pacte oT 18 wmecsaneB po 14 et
(BKJIFOUMTENBHO) 000UX TMOJIOB

Kpartkoe omnucanue MeTona,
MPEIOKEHHOTO JUTS CPABHUTEIBHOTO
aHanm3a ((aKTHIECKUEe JaHHBIC MO
4acToTe MPUMEHEeHHUs, BUI, (hopMa,
YCIIOBHSI OKa3aHUsI MEIUIIMHCKON
MOMOIIIN, HCTOYHUKH (PUHAHCHPOBAHUS,
CCBIJIKH Ha I[efICTBI/ITeJIBHI)Ie
KJIMHUYECKHE PEKOMEH/IAIMHU, B KOTOPBIX

[Ipy KIMHMKO-TEHETHYECKOM 0O0CIeqOBaHMM JIeTeld ¢
HeuddepeHIpOBaHHBIMEI ¢dbopmamu YMCTBEHHOM
OTCTAJIOCTH OJHUM U3 TMEPBBIX METOJOB T'€HETHYECKHX
HCCIICIOBAaHUH SIBISICTCS IUTOTCHETUUECKUH aHATH3.

MeToa  CpaBHHTENBHOTO aHAIM3a: HHTOreHeTHYecKoe
HccaegoBanue (KapuoTHII).

Oror Merox OylerT BKIOYATH B CeOs KyIbTHBHPOBAHHE iN
Vitro nmuM¢ouuToB mepu(eprUuecKoil  KPOBH € IENBIO
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PEKOMEHIyeTCsl METOJ] CPAaBHEHHS,
NPEUMYIIECTBA U HEJOCTATKH MO
CPaBHEHHIO C METOJIOM KIIMHUYECKOH
anpobanuu (ganee — KA)

MONy4YEeHUs]  TIpenapaTtoB  MeTadasHbIX  XpOMOCOM U
HOCIEAYIOMINM MIPUMEHEHUEM muddepeHInanTbLHOTO
OKpaIlUBaHUA XPOMOCOM IO JUIMHE JUIi HCCIEIOBaHUS
KapuoOTHIIa C TIOMOLIBIO CBETOBOTO MHKpPOCKONA MpHU
yBenuueHun x1125. J[aHHBI KOMIUIEKC NPUEMOB HUMEET
LIMPOKOE PACIPOCTPAHEHHE B CBSI3U C TEM, YTO B TEUCHHE
JONTUX JIeT OH TPEACTaBIsT co00ll  MpaKTUYECKH
€IMHCTBEHHBI CIOCO0 HIACHTU(PHKALIMKA XPOMOCOMHBIX
(renomubIx) aHoManuii. CymecTByeT HECKOJIbKO THIIOB
G GepeHInanbHOTO OKPAIIUBAaHUS XPOMOCOM IO JJTHHE.
OHM onpeAessioT €IUHYI0 JHHEeHHYIo andepeHInaio
CTPYKTYphl XpOMOCOM B MeTadaze MHUTO3a, I[PU OSTOM
KQXIbIH METOJ] OKpAallMBaHHWA HMEET CBOM XapaKTEpHBIE
O0COOEHHOCTH, M CYIIECTBYET B HECKOJBKHX MOIU(UKAIUIX.
Crnenyer OTMETHT, 4TO OHHU HE  SIBISIIOTCS
JIbTEpPHATHBHBIMHU. Byzer MIPUMEHSTHCS METOA
UG GepeHIInaIbHOTO OKPALTHBAHUS XPOMOCOM C TTOMOIIBIO
G-okpamnBaHus. JtoT METOJ Gasupyertcs Ha
MIpeaBapUTEIbHON 00paboTKe MpenapaToB XpOMOCOM Iepen
OKpPacKOl ¥ Ha HCIOJB30BAHWN  HE(IIOOPECIIEHTHBIX
KpacuTened wnu ux cmecedd. [IpeaapurenbHas oOpaboTka
CBsI3aHa C MHKyOauueil B COJIEBBIX PACTBOPAX U B PACTBOPAX
MPOTEOTUTHICCKUX (EPMEHTOB (B3aMMOIEHCTBYIONINX, TIO-
BUIUMOMY, ¢ OEIKOBOM KOMIIOHEHTOH XpOMAaTHHA).
WnenTndukanmio XpoMocoM oOecreuuBaeT uepeoBaHHE
TEMHO M CBETJIO OKpallleHHbIX nojoc. 1o uncny, Benuunse u
PACTOJIOXKEHHIO TOJIOC (CETMEHTOB) MOKHO OMPEACTUTh
U3MEHEHUs B XPOMOCOMHOM Habope (kapuotune). Ywucio
[OJIOC Ha TAIUIOMIHBIN Kapuotun mnpu G-oKpalinBaHUM
BappUpYeT, HO B HACTOsIIEH padore OymeT He MeHee 550, a
Ha cTanuu npomeradassl Oyaer nocturats 1250 momoc.
Bymer Ttakxke wucnonb3oBaH wmeron C-okpamMBaHuUs, C
HOMOIIbI0 KOTOPOT'O aHATU3UPYIOTCS TeTEPOXPOMATHHOBEIC,
B OCHOBHOM, OKOJIOIIEHTpOMepHBIE ydacTku. [Ipumenenne C-
OKpAalIMBaHMs TaKXKe HEOOXOAMMO TMpPH HUICHTU(DUKALUN
XPOMOCOMHBIX aHOMaJIUi WM JUPepeHInanud MEKIY
XPOMOCOMHBIMH ~ MYTalUsIMH W MOP(HOIOTHYECKIUMU
0COOEHHOCTSIMH XPOMOCOM.

YacToTa npuMeHeHus — 1 pas.

dopmMa OKazaHUS MEAMLMHCKOM IOMOIIM C NPUMEHEHHEM
MeEToj1a- nJjIaHoOBas. Bun METUIITHCKOHN IMOMOIIIH,
oka3piBaeMoil ¢ mpuMmeHeHuem Mmeroga — OMC. YposeHb
OKa3aHUsl MEIULMHCKONW ITOMOILM C NMPUMEHCHHEM METOnA -
CTalMoHapHasl.

Uctounuku ¢unancupoanus — OMC wim BMIT B OMC.
MeTon UMTOTEHETHYECKOTO KapUOTUIHPOBAHUS UMEET
IIMPOKOE PACHPOCTPAHEHHE BO BCEX MEANKO-TEHETHUECKHX
HEHTPaX W KOHCYJNbTAlUSAX KaK TOCyNapCTBEHHBIX, TaK M
KOMMEPUYECKHX MEAMLUUHCKHX yupexaeHud. B atom ero
npeumymiecTBo. HemocratkoM mpenmnaraeMoro  Merona
ABIISIETCS €T0 OTPaHWYCHHAS Pa3pelIaromas CriocoOOHOCTb.
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5 AKTyaJ'lI)HOCTI) METOoda 1JisA 31PpaBOOXPAaHCHUS, BKJIIIOYasd OpraHu3allMOHHbIC,
KIMHNUYECKHE U JKOHOMHYECCKHE ACIICKThI.

[Tapametp

3HaucHUE/OMHCAHNE

Homep
WCTOYHHUKA
nH()OpPMAITIH B
CITUCKE
JTUTEpaTypsl (TIpu
HEOOXOIMMOCTH)

Pacnpoctpanennocts B PO
3a00J1eBaHusI/COCTOSHHUS
MAI[MCHTOB, MEIUIIMHCKAS
MIOMOIIb KOTOPBIM OYyeT
OKa3aHa B paMKax
KITMHIYECKOH arpobanmu,
Ha 100 TBIC. HaceneHus

B mokazaTensix pacpoCTpaHEeHHOCTH YMCTBEHHOMN
OTCTaJIOCTH B PA3HBIX CTPAHAX U JaXXE B OTACIBHBIX
palioHax OJHOM U TOM K€ CTPaHbl OTMEYAIOTCS
3HAYUTENbHBIE KOJIEOaHUA. ITO MOXKET OTPaKaTh U
peanbHOE YUCIO OOTBHBIX B TOM WU MHOM PETHOHE
MUpa, HO CJIeIyeT YKa3bIBaTh OCHOBHBIC TIPUIHHEI
TaKUX Pa3JIMYUi: CTETIEHb BBISABIIIEMOCTH OOJBHBIX,
pasHbIe KPUTEPHUH TUATHOCTUKHA YMCTBEHHOM
OTCTAJIOCTH, KYJIbTYpaIbHBIE OCOOCHHOCTH TOTO WU
HMHOTO OOIIECTBA U BHITEKAIOIIUE U3 TOTO CUCTEMBI
00yYeHUS ¥ BOCIIUTAHUS.

B marepuanax BO3, otHocsmuxcs k cepeauae XX
BeKa, PaclpoCTPaHEHHOCTh YMCTBEHHON OTCTAIOCTH
B MHpE XapaKTepru30Bajach MopaxxeHHOCThIO 1-3%
HaceJICHHS BCEX BO3PACTOB.

Tak B CIIIA HacuuTBIBAE€TCS OKOJO 2 MIIH. YEJIOBEK C
YMCTBEHHON OTCTaJIOCThIO.

PacmipocTpaneHHOCTh YMCTBEHHOH OTCTAJIOCTH B
Poccuu cocraBisier 608,1 Ha 100000 HaceneHus
(0,6%) mo cocrostamro Ha 1997 r. C 1991 r. o 1995
T. IPOU30IILIO YBETUICHHE YMCTBEHHON OTCTANIOCTH
B a0CONIOTHBIX UG pax Ha 17,2% 1 B MHTEHCUBHBIX
—Ha 14,7%. B 0CHOBHOM 3TOT POCT MPOUCXOIUT 32
cdeT HanMeHee Jierkux ¢opm. B 2006 r.
pacrpoCTpaHEHHOCTh YMCTBEHHOM OTCTAIOCTH
coctaBmuiia 686,6 Ha 100000 Hacenenus, a B 20151, B
NONYJIAUUU AeTel 10 17 JeT BKIIIOUNUTEIBHO,
TTOABEPTIIHNXCS JEHCTBUIO PaAHAIMOHHOTO (hakTopa
nocine aBapuu Ha HADC, pacnipocTpaHEHHOCTh
HeaudepeHIIMPOBAaHHONH YMCTBEHHON OTCTAIOCTH
cocrasuia 4,2%

B nHacrosiee BpeMst IMEET MECTO TEHETUYECKOE
000CHOBaHHE YBEINYCHHS a0COIFOTHOTO YUCIIa
OOJIBHBIX C YMCTBEHHOW OTCTAJIOCTHIO B MOMYJISIIIHY.

13, 14

3aboneBaemocts B PO (10
3a00J1eBaHIIO/COCTOSHHUIO)
NalUeHTOB, MEAUITMHCKAS
MIOMOIIb KOTOPBIM OyJeT
OKa3aHa B paMKax
KIIMHUYECKOH anpoOaruy,
Ha 100 TbIC. HaceneHus

3a6071eBaeMOCTh XapaKTEePU3yeTCs IMOKa3aTeIeM
0,39%. Ilepuunas 3a001eBacMOCTH BEIpOCTA 32
nepuoxa 1991-1995 r.r. va 17,2% B aOCOMOTHBIX
mokasareiisix u Ha 14,7% B MHTEHCUBHBIX.

3a mepuox ¢ 1991 r. mo 2000 r. gucio BuepBsIe
BBISIBJICHHBIX YMCTBEHHO OTCTAJIBIX JCTeH U
noapocTkoB B Poccuu Bozpocio ¢ 77,6 1o 139.8 na
100000 meTckoro HaceaCHUS.

B CIIIA 3a6oneBaeMOCTh JOXOAUT 0 1 MITH.
YeJIOBEK.

13,14

CwmeptHOCTH B PO oT
3a00J1eBaHus1/COCTOSHUS
NalUeHTOB, MEAUITUHCKAS
HOMOIIb KOTOPBIM OyIeT
OKa3aHa B paMKax
KIMHUYECKOH arpobarmu,

Het nannnIx
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Ha 100 TEIC. HaceleHus

TTokazarenu nmepBUYHON U
001IIe MHBAJIMIHOCTH 10

3a00J1€BaHUIO/COCTOSIHUIO,
Ha 10 TEIC. HacemeHUs

BonbHBIE ¢ YMCTBEHHOW OTCTAIOCTBIO COCTABIISIOT
3HAYUTENBHYIO YacTh JIHI, IPU3HAHHBIX HHBATUIAMH
o ncuxuyeckomy 3abonesanuto (31,3%), mpuuem
YHCII0 UX Bo3pocio B 1985-1995 r.r. Ha 39%, a
9HCII0 OOJIBHBIX, BIEPBBIC MPU3HAHHBIX HHBAMIAMH,
- Ha 112%.

13,14

HHble connaisHO-3HaAYNMEBIE
CBEIEHUS O JTaHHOM
3a00JIEBAHUN/COCTOSHUNA

HauOonbieit yrpo3oii 310pOBbIO IETCKOTO
HaceJIeHUs, MOJBEPrLIErocs paaiualiOHHOMY
BO3JIEVICTBHIO WJIM POJUBIINXCS OT O0TydEeHHBIX
poauteneit mocne aBapun Ha YADC, ABISETCS PUCK
Pa3BUTHS CTOXAaCTHUECKOU paallMOHHO-
WHIYLIUPOBAHHOM NAaTOJIOTUU: TEHETUYECKUX
3aboneBanmii, HenuPepeHIUPOBAHHOW YMCTBEHHOMN
OTCTaJIOCTH, 3JI0KaYECTBEHHBIX HOBOOOPA30BAHUH U
ap. B pesynsrate aBapun na YADC B PO 6b110
3arpsA3HeHo 14 aIMUHUCTPATUBHBIX TEPPUTOPHUI C
00IITMM KOJIMYECTBOM JIETCKOTO HACEIEHUs OKOJIO 1
MUJUTHOHA YyenoBek. CornacHo nonoxenusim MKP3
9TH 3¢ HEKTH MOTYT OBITH (QYHKITUEH TO3BI IPH
M000# CKOJIb yTOIHO MaJIOH €€ BeTTUIHHE.
Croxactuueckue 3 PeKTbl, KOTOphIE CBA3BIBAIOT C
BO3JIEUCTBUEM HOHU3UPYIOIIEH paaualuu,
BO3HHKAIOT B BHJIC MyTAaIlHii, 3aTeM
AKCIIPECCUPYIOTCS KAK CKPBITHIC TOBPEXKICHUS
reHOMA B KIIMHUYEcKue nposiBienus. K menuko-
OHMOJIOTHYECKUM TIPEAUKTOPAM, CBSI3aHHBIM C
BO3JICHCTBHEM HOHU3HUPYIOIIETO U3TyUCHHUS B
muanaszoHe Manbix 103 (10 100-200 M3B) oTHOCATCS:
TeHOMHas HeCTaOUILHOCTh, XPOMOCOMHBIE
abeppaluu, TeHHbIC © XPOMOCOMHBIE MY TaIlHH,
n3MeHeHue penaparuu nospexaenuit JHK.
OCHOBHOM NPUYNHONM YMCTBEHHOM OTCTAJIOCTH B
OOJIBIIMHCTBE CTPAH MUPA SBISETCS MOBBIIICHNE
MyTalUd BCICACTBUE yXYALICHHS 00IICH
9KOJIOTUYECKON CUTYAI[MH U 0COOCHHO ee
000CTpEeHHS B OT/IEBHBIX PETHOHAX MHUPA.
[ToBpexxnatomue hakTOPhI U3-3a 3arpsS3HEHUS
OKPY>KaIoIIeH Cpelbl MOTYT JEHCTBOBATH U
HEMOCPEeICTBEHHO Ha IIJI0/] (HarpuMep,
MOHU3HPYIOIIAs paguarius), 00yCIoBINBas YaCTOTY
€ro BHYTPUYTPOOHOTO MOPAKECHUSI.

5,16

XapakTepuCTHKa
CYLIECTBYIOLINX METOJOB
(asmpTEepHATHBHBIE
MpeIaraeMoMy ) BXOZSIINX
B nepeunu OMC, BMII, B
TOM YHCJIE, ¢ 0003HAYEHUEM
MeTO/1a, peIaraeMoro JJis
CPaBHHUTEJIBHOTO aHATN3a
(xo1, HaUMEHOBaHHE,
KPaTKOE OTHCAHUE)

MeTon 1Sl CpaBHUTEIBHOTO aHAIIN3a
«[{uToreneTnyeckoe uccie0BaHue (KAPUOTHUII )
Kon megumuaCcKO0# yenyru (MY) - A12.05.013.
MeTo/ cpaBHEHHMSI BKJIFOUACT KYJIbTHBHUPOBAHUE
TUM(OIMTOB MeprdepruuecKoi KpoBH in Vitro ¢
LIEJIBIO MOJTyYEHHs TpenapaTtoB Merada3HbIX
XpOMOCOM

[IpoGnems! Texyen
MIPAKTHKH OKa3aHUS
MEIUITTHCKOM ITOMOIIHA
nmanueHTaM, MCIUITMHCKasA
MTOMOIIIb KOTOPBIM OyIeT
OKa3aHa B paMKax

MeTopl, IpesiaraeMbie B X0J€ IPOBEICHHS
anpoOanuu: uaeHTUUKaIys reHoB MetogoM FISH,
nojHoe reHomHoe ckanupoBanue JJHK ¢
OnonH(MOPMATHUKON TPUMEHSIOTCSI B OTPAaHUYCHHOM
YHCIIe METUITUHCKUX (KOMMEPYECKUX ) OpraHHU3aIlni.
OpiHaKo, 3TH METOJIbI 00JIa/1aeT BHICOKON
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KIMHAYECKOH anmpoOaruy,
HOATBEPKAAOLIIE
HE0OXOJMMOCTb IIPOBEICHHUS
KIMHAYECKOH anpolanuu

MH(GOPMATUBHOCTHIO M pa3peIlaroNIci
CIIOCOOHOCTBIO

OxuiaeMble pe3yIbTaThI
BHEJIPEHUS, IPEJIaraeMoro
K TIPOBE/ICHAIO KIIMHUIECKOM
ampoOaruu MeTona. B Tom
YHCIIe OPraHU3aluOHHBIE,
KIMHUYECKHUE,
9KOHOMHYECKHE aCTIEKThI

[pemnaraemple K TPOBEACHUIO KITMHHYECKOM
arpoOaIuy METOTBI TTO3BOJISIOT BEpUUIIUPOBATH
KIIMHUYECKUN TUATHO3 Y 00CIIEIOBAaHHBIX MAIMEHTOB
Ha OCHOBE XPOMOCOMHBIX U TEHHBIX HAPYIICHHIA,
JaTyT BOBMOXKHOCTb OTPEACTICHHS TPOUCX 0K ICHUS
Y TEHETHYECKOTO COCTaBa JOTIOTHUTEbHBIX
MapKEPHBIX XPOMOCOM, BBISBJICHHS TCHOMHBIX
aHOMAJIU{ U YIUT€HOMHBIX U3MeHeHu. BHenpenue
JAHHBIX METOJIOB ITO3BOJIUT 3aPETUCTPUPOBATH
3a0oJeBaHus yxKe B KauecTBe UG epeHInpOBaHHBIX
(hopM YMCTBEHHOW OTCTAJIOCTH MTyTEM PErUCTpalliu
B OMIM u npyrux MexxayHapoIHBIX
MH(POPMAITMOHHBIX CHCTeMax. BHepeHne MeToI0B
MIO3BOJUT CHU3UTH UX CEOECTOUMOCTh M YMEHBIIIUTh
OIO/DKETHBIE 3aTPaThl Ha JIOTIOTHUTENBHEIE
o0cieToBaHN TAIMEHTOB.

6. HoBusHa MCTOJAa U (I/IJ'II/I) OTJIMYHUEC €T0 OT U3BCCTHBIX aHAJIOI'MYHBIX METOJ0B.

[TapameTp

3HayeHne/onucaHue

Howmep ucrounuka
nH(pOpMAaIiH B
CIIHCKE
JTUTEpaTypsl (TIpr
HEOOXOIMMOCTH)

HasBanue npennaraemoro merona | Jlmarsoctuka HenuddpepeHIPOBaHHOMI

YMCTBEHHOM  OTCTaJlOCTM  Ha  OCHOBE
MOJICKYJISIPHO-TCHETUUECKUX HCCIIeIOBaHUI
(mmeHTHQUKAIISL TE€HOB METOA0M
(hroopeciieHTHOM rUOpUAM3aNMK  in - Situ-
FISH u nonHoe TreHOMHOE CKaHUpPOBaHUE
METOJIOM MOJIEKYJIIPHOTO
KapUOTUIIMPOBAaHMS) y TMAIUEeHTOB OT 18
MecsIeB 10 14 JeT BKIIOUUTENBHO KEHCKOTO
M MYXCKOrO IoJa C  JHardo3oMm:
«HeyTtounennas ymcrBeHHas orcranocts (F
79); Bo3zneiicTtBue PaauaIMOHHOTO
arpssHernss (Z  58.4)» ¢ menbio
BepuU(pHUKAMA JUarHo3a W ONpeAeTeHHS
3HAYUMOCTH PaJUallMOHHOTO (akTopa B
3THUOMNATOreHe3¢ 3a00JI€BaHus IO CPABHEHHIO
c METOJIOM JIMAarHOCTUKU
Henu(pPepeHINPOBAHHOM YMCTBEHHOH
OTCTaJIOCTM Ha OCHOBE LIMTOTE€HETHUYECKOTO
uccienoBaHusl (KapuoTHIl) Yy Jereil w3
TEePPUTOPHI c PanTuOHYKIUIHBIM
3arpsiI3HEHUEM

CrpaHa-pa3paboTyik MeToaa

«PoxxneHne» MeIUIMHCKOW IUTOTCHETUKU
OTHOCHUTCS K 1956 r., Korma ObLT oIrcaH
HOPMAaJIbHBIM XpOMOCOMHBII HaOOp uenoBeKa
— 46 xpomocom (aBtopsr: Joe Hin Tjio,
Albert Levan).

«PoxaeHue» MOJIEKYJISIPHOU IIUTOTEHETUKHU
otHocutcs K 1980-m rogam (mMeton FISH).

10,11,22,25

I/ICTOpHH CO3aaHuA MCTOJa

VMCTBEHHAsI OTCTAJIOCTh SIBIISICTCS O6II.ICI>1

1,10, 11, 22,25
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(KOpOTKO) C yKa3aHUEM CCHUIOK Ha
HAYYHbIC My OJINKAIH

MIPOOJIEMOI MEANATPHYECKUX YIPESIKICHHIA.
JIJ1 KTUHIYECKOTO UCCIIeIOBAHNS y JIETeH B
CHIA u Kanazne ucmons3yeTcs
OOHOBJICHHBIN TIPOTOKOJI, IO KOTOPOMY
Bpauu JIOJDKHBI CIIEIOBATH MTPH
STHOMATOTeHETUIECKOM UCCIIEOBAaHUHT
YMCTBEHHOM OTCTaJIOCTU. MeTo bl
MOJICKYJISPHO-IIUTOT €HETUYECKOM
JUArHOCTUKH BKITFOYAIOT:

UICHTU(UKAIINIO TEHOB METOIOM
(hroopecIieHTHOH rHOpuIU3anuy in situ
(FISH) — oTHOCHTENBHO JIETKUIA, OBICTPBIN U
XOPOIIO BOCITPOU3BOJUMBIN MeTo. MeTon
JTaeT BO3MOKHOCTb OTIPEIETICHHS
MUKPOXPOMOCOMHBIX MEPECTPOEK (JIenenu,
IyTUTAKAITAN, HHBepCUH, HHCcepnnii). [lomHoe
T€HOMHOE CKaHUPOBaHHE METOIOM
MOJICKYJIIPHOTO KaPHOTUITMPOBAHUS
(SNParray) ¢ 6uonndopmaTHkoit —
CEpbE3HbII MENUIIMHCKUI UHCTPYMEHT,
KOTOPBII MO3BOJISIET JUATHOCTHPOBATH
HacJenCTBeHHbIe Oone3Hu. [lonHoe
T€HOMHOE CKaHUPOBaHHNE — HE MEANIIMHCKAN
aHaJn3, 3TO CIIOCO0 MOTYIeHHUS
FeHETUYECKOW UH(pOPMAIH, UHCTPYMEHT
JUTSL BEISIBJICHUS] IPUYIHHBI HACTIEICTBEHHOTO
3a00eBaHusl.

Mertobl OCHOBaHBI Ha MpoLECcCe
rUOpUIN3alNY HYKIEUHOBBIX KACIOT Ha
OCHOBE XPOMOCOMHBIX MHKPOYHIIOB.
KiroueBbie 21€MEHTHI BKIIIOUAIOT
XPOMOCOMHBIA MUKPOYHII, XPOMOCOMHOE
tectupoBanue JJHK, fra-X.

[IIupoTa ncrmons30BaHUS METOIA HA
CErOMHAIIHNN NeHb, BKIIOYast
HCIIOJIb30BaHKE B APYTUX CTPAHAX
(daxTrueckre JaHHBIE MO
BHEJIPEHHUIO METO/a B
KIIMHAYECKYIO MPAKTHUKY ).

MerTop1, TpeasiaraeéMble B X0JI€ TPOBEICHIS
anpoOanuu u B Poccun, MpUMEHSIOTCS B
OTpaHUYEHHOM UYHUCIIE MEAULIUHCKUX,
MIPEUMYILECTBEHHO KOMMEPYECKHIX
opranmzanuii. B CIIA u Kanane
NpUMeHeHHe 0oJee IUPOKOE B CBA3HU C
HajuueM 0oJjiee IUPOKUX (PMHAHCOBBIX
BOo3MOkHOCTeH. OTHAKO, METO/] TIOJTHOTO
reHoMHoro ckanupoBanus JHK B aTux
cTpaHax OyJeT OoJjiee HHTCHCUBHO
WCTIOJIB30BAThCA, KOTJa TECTHI CTAaHYT OoJiee
JIOCTYTHBIMH U MEHee 3aTpaTHbIMU. B
Poccun meronsr FISH u mosHOTO reHOMHOTO
ckanupoBanus JIHK s nuarsoctuku
HenndpepeHIMpoBaHHON YMCTBEHHOM
OTCTAIIOCTH y AETEU U3 TEPPUTOPUA,
3arpsI3HEHHBIX PAJIUOHYKIINIaMU, paHee
MIPAKTHYECKH HE MTPUMEHSIINCE; BIIEPBBIC
ucnois3oBanbl B HUKU neguarpun nwm.
I0.E. Benpruiena B otaene paguaioHHON
9KOMNATOJIOTHU AETCKOTO BO3pacTa st
BBISIBJIGHUS] 3HAYUMOCTH PaJIUaIlHOHHOTO
(akTOpa B 3THOMATOTEHE3E FTOTO
3a0oneBaHus (TeHHBIX MyTallui U
XPOMOCOMHBIX abeppalmii).

1,22,25
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[IpoBeneHre MOJICKYISIPHOTO
KapUOTUTTUPOBAHUS MPH HATUYUU Y TIEeTeH
Hemud GepeHITMPOBaHHBIX GOPM YMCTBEHHOM
OTCTaJIOCTH OYyZIET CIIocOOCTBOBATh
YTOYHEHHIO TOUYEK Pa3pbiBa MPU
CTPYKTYPHBIX MIEPECTPOHKAX XPOMOCOM;
OTPEICTICHHUIO TIPOUCXOMKICHUS MaPKEPHBIX
XPOMOCOM; UCKITIOYCHHIO UM BBISBICHHUIO
OCHOBHBIE MPENMYIIIECTBA METOAA | TEHOMHBIX aHOMAJIMI TPH HOPMATBHOM

KA 1o cpaBHeHHIO € TEKyIIeH kapuoturne, B ToM yrcie CNV; naer
NpakTHKON B PO BO3MOKHOCTb OOHAPY KEHHUSI SITUT€HOMHBIX
HM3MEHEHUH.

AJNTOPUTM MPOBEACHUS MOJICKY IS PHO-
[UTOTCHETUYECKHUX MCCIICIOBAHUIMA C
MOCTIEeYIONIMM IPUMEHEHHEM
OmonH(pOPMATHIECKUX METOIOB Y ACTEH C
YMCTBEHHOM OTCTAJIOCThIO ITO3BOJIUT B
JTJTbHEHIIIeM TTPOBOIUTH 3 PeKTHBHOE
MEIMKO-TeHETUYECKOE KOHCYJIbTUPOBAHUE U
MPEHATAIbHYIO THAIHOCTHKY.

Merton, MmIaHUPYEMBI K arpodanuu,
o0nagaeT BEICOKOM HHPOPMAaTUBHOCTHIO U
pasperaromeii ciocoOHOCThIO, OTHAKO B
HACTOSIIIIEE BpEMSI OTPAHUYEH B IPUMEHEHUU
B CBSI3U C BBICOKOH CTOMMOCTBIO.

Bo3MoykHBIE HEJOCTATKH METOIA
KA no cpaBHEHHIO ¢ TEKyIIEH
MIPAKTUKON

7. KpaTKOG ONMUCAHUC H YaCTOTA H3BECTHBLIX U NMOTCHHUAJIBHBIX PHUCKOB IIPUMCEHCHUSA
METOoda TJIsA MAIMUMEHTOB, €CJIM TAKOBbI€ MMCIOTCH, H IMNPOTHO3UPYEMBIX O0CJIOKHEHUH — He
HMEKTCH.

8. CchlIKH Ha JHTepaTypHble MCTOYHUKH NYOJIMKAUMi pe3yJbTAaTOB HAYYHBIX
HCCJICJOBAHNI METOJA WM OTACJBHBIX €ro COCTABJIAIMIUX (B TOM YHCJe COOCTBEHHBIX
ny0/JMKauMil) B PpeUeH3MPyeMbIX HAYYHBIX KYPHAJaX M HM3JaHUAX, B TOM YHCJIE B
3apy0esKHBIX )KypHaJiax (Ha3BaHUsl KYPHAJI0B/M31aHUI, MX HMIIAKT-(PAKTOP).
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9. Uuble cBeleHNs, CBSI3AHHbIE ¢ Pa3pad0TKOi MeTo/1a - HeT

I11. Henu u 3a1a4n KIMHUYECKOH anpodauuu

10. JleTanbHOe onucaHue HeJieii ¥ 32124 KINHUYECKOii anpodanun:

Heas: [IpakTnyeckoe NpuMEHEHNE METOAA JUATHOCTUKU HeTU(PEpeHITIPOBAHHON YMCTBEHHON
OTCTaJOCTH HAa OCHOBE MOJIEKYJSIPHO-TEHETHUECKHX HCCleAoBaHUN (MIeHTU(UKALMS TEHOB
MeToJIoM (hroopectieHTHON rudpuau3anuu in situ-FISH u momHoe reHOMHOE CKaHWpOBaHWE
METOJIOM MOJIEKYJISIPHOTO KapHOTUIIUPOBaHUS) y MalMeHTOB OT 18 MecsaueB a0 14 ner
BKIIIOYMTEIBHO JKEHCKOTO M MYXXCKOro Tojia ¢ auarHo3oMm: «HeyTouHeHHass yMCTBEHHas
otctanocts (F 79); Bo3aeiicTBue paananroHHoro 3arpssHeHus (Z 58.4)» ¢ nenpro Bepudukamm
JIMarHO3a U OTPENIEICHUs 3HAYMMOCTH PaIMAllMOHHOTO (haKTopa B 3THONATOTeHEe3e 3a00IeBaHUS
[0 CPaBHEHUIO C METOJOM TUArHOCTHKHU HenuddepeHupoBaHHON YMCTBEHHONW OTCTAJIOCTH Ha
OCHOBE ITUTOTEHETHYECKOTO HCCIeNOBaHUs (KApUOTHN) Yy JeTed W3 TEpPUTOpUH ¢
PaIMOHYKJIUIHBIM  3arps3HEHHEM IS  TOJATBEPXKIEHUS JOKa3aTeNbCTB €ro  KIMHHUKO-
HKOHOMHYECKON AP PEKTUBHOCTH

1. CpaBHUTH 0€30IIaCHOCTh METOJa ITHATHOCTHKH Heau((EepeHIMPOBAHHONW YMCTBEHHOM
OTCTaJIOCTH Ha OCHOBE MOJIEKYJISIPHO-TEHETHUECKHUX HCCeoBaHul (MaAeHTU(UKAIIHS TeHOB
MeToaoM (uIroopeclieHTHON rudpuau3anuu in situ-FISH u moinHoe renHoMHOE CkaHUpOBaHUE
METOJIOM MOJIEKYJISIPHOTO KapHOTUIUPOBAHUS) y MAalMEeHTOB OT 18 mecsaueB o 14 ner
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BKJIIOUUTENIBHO JKEHCKOTO M MYXCKOTO Iojla ¢ aAuarHo3oMm: «HeyTouHeHHass ymMCTBEHHas
orcrasiocts (F 79); BosznelictBue panuannoHHOTO 3arpsisHeHust (Z 58.4)» ¢ 1enbio
BepU(DUKALMU JAMAarHo3a U OINpEeNeNIEHUs] 3HAYMMOCTU pPAaJUAllMOHHOTO (akTopa B
JTHONAToreHese  3aboieBaHMs 1O  CPaBHEHUMIO € METOJOM  JMarHOCTUKH
Henu(pHepeHIUPOBaHHON YMCTBEHHOH OTCTaJIOCTH Ha OCHOBE LIUTOI€HETHYECKOrO
HcCieI0BaHus (KapuOTHIT) y J€TeH U3 TEPPUTOPUI C paJUOHYKIIUIHBIM 3arps3HEHUEM,

2. CpaBHMTh KIMHHMYECKYIO 3()()EeKTHBHOCTH MeTOJa JUAarHOCTUKU HeauddepeHunpoBaHHON
YMCTBEHHOM  OTCTaJIOCTH Ha OCHOBE MOJEKYJSPHO-TEHETUYECKUX  HCCIIEIOBaHUM
(unentudukanus reHoB MeToAoM (iroopeciieHTHON rubpuan3zanuu in situ-FISH u nonnoe
F€HOMHOE CKaHUPOBAaHUE METOAOM MOJIEKYJISIPHOTO KAPMOTUIIMPOBAHUS) Y ALIUEHTOB OT 18
MecsleB 10 14 JeT BKIIOYMTENBHO JKEHCKOTO M MYXCKOro I0jla C JMarHO30M:
«Heyrounennas ymctBeHHas otctanoctb (F  79); BoszneiictBue paananvoHHOIO
3arps3HeHus (Z 58.4)» ¢ uenplo BepU(pHMKALMKM JUar€o3a M OIpPENesICHUs] 3HAYUMOCTHU
panuanoHHOro (hakTopa B STHONMATOreHe3e 3a00JieBaHHS 1O CPABHEHUIO C METOJOM
JUAarHOCTUKY  Henu(p(depeHUUpOBaHHONH  YMCTBEHHOHM  OTCTAJIOCTH  HAa  OCHOBE
LUTOT€HETUYECKOI0 UCCIIEI0BaHUs (KapUOTHIT) y JIeTeH U3 TEPPUTOPHI C paguOHyKIUIHBIM
3arps3HEHueEM,

3. CpaBHUTH KIIMHUKO-3KOHOMHUYECKYIO 3P PEKTUBHOCTD MeToJa JMarHOCTUKU
HeuphepeHIMPOBAaHHON YMCTBEHHON OTCTAJIOCTH HA OCHOBE MOJIEKYJISIPHO-T€HETHYECKHUX
UCCIIeIOBaHUH (MACHTU(HUKAIMS TeHOB METOA0M (IIFOOPECIICHTHOW THOpUIU3aiy in situ-
FISH u nonHoe reHOMHOE CKaHHMPOBAHUE METOJIOM MOJIEKYJISIPHOTO KapUOTUIIMPOBAHUSA) Y
nanueHToB ot 18 mecsueB a0 14 JeT BKIIOYUTENBHO >KEHCKOTO M MY>KCKOTO Ioja ¢
nuarHo3om: «HeyTtounennas ymcrBeHHast otcrainocts (F 79); BosznelicTBre paanaiiiOHHOTO
3arpsisHeHust (Z 58.4)» ¢ 1enpio BepUpHUKAIMM TUArHo3a M OINpPEesIeHUs] 3HAYMMOCTH
panuanuoHHOro (akropa B STHONATOreHe3e 3a00JieBaHMsI 1O CPABHEHUIO C METOJOM
JIMAarHOCTUKH  Henn(p(depeHIMpOBaHHONH  yMCTBEHHOHM  OTCTAJIOCTH  HAa  OCHOBE
LIUTOr€HETUYECKOTO UCCIIEA0BAaHM (KAapHOTHII) Y JeTel U3 TEPPUTOPUI ¢ PaTuOHYKIHIHBIM
3arpsi3HEHUEM,

4. OmpenenuTh TNOKa3aHUA [UId WCHOJB30BAHUSA MOJIEKYJSPHO-TEHETHYECKOTO METOAA
Bepu(UKauu auarHoza HeauQQepeHIIMPOBAHHON YMCTBEHHOM OTCTaJOCTH Yy JETeH,
HPO’KUBAIOLINX B TEPPUTOPHSIX, 3arPSI3HEHHBIX PaAMOHYKIUIaMU.

5. Pa3paboTarh KpUTEpHH 3HAYMMOCTH PaJUAIIMOHHOTO (paKTOpa B STHOMATOT€HE3E PAa3BUTHUS
Henn(p(HepeHIUPOBaHHON  YMCTBEHHOM  OTCTAJIOCTH Yy  JeTeH, MpOXHUBAOIIUX B
TEPPUTOPUSX, 3arpA3HEHHBIX PATUOHYKIUIAMH, Ha OCHOBE MOJEKYJSPHO-T€HETUUECKUX
HUCCIIEIOBAHUHN.

IV. In3aiin KIMHUYeCKOi anpodanuu

11. Hayuynast 000CHOBAHHOCTb M IOCTOBEPHOCTH MOJYYEeHHBIX HA CTAIHU Pa3padoTKu
MeTO0/Ja JAHHBIX, BKJIIOYAasl 10KA3aTeJbCTBA ero 0e30MacHOCTH.

[Tonrnoe reHoMHoe ckanupoBanue JIHK ¢ 1menbio  BBISIBICHUS  OJHOHYKJICOTHIHBIX
nonuMOp(U3MOB  TIPEACTAaBISIeT COOOW HOBBI METOJ, KOTOPBIM OCYIIECTBISETCS Ha
CIEIUATBHBIX TUIATGOpMax — MHUKPOUHIIAX W OTJIMYACTCS BBICOKOW IPOHM3BOJUTEIHHOCTHIO,
MOCKOJIBKY TIO3BOJIIET OJHOBPEMEHHO aHaJIM3UpOBaTh OOJbIION 00beM uHMopMarmu [1,28].
AHaJIM3 BCEro TEHOMa M OIPEJCICHHBIX YYaCTKOB XPOMOCOM C TIOMOIIBIO CTaTHCTHYCCKHX
METOJIOB TO3BOJSIET CBS3aTh MX C OMNpEACNeHHBIMU 3a00JIeBaHUSMU. BBISBICHHBIN CIEKTP
HapYIICHUA TEeHOMa SIBIIICTCS W OMOWHIMKATOPOM T€HOTOKCHYECKOTO BO3JICHCTBUS paTuaIii U
MOJKET CBHJIETEIhCTBOBATH O Pa3BUTHH (DYHKIMOHAIBLHOTO aucOamaHca KIETOK OpraHu3Ma.
BepositHo, B Ommkaitmue 5-10 jeT Takoi MOIX0J MOTYYUT ITUPOKOE PaCIpOCTPAHCHHUE CPEIn
UCCIIeIOBAaTeNeH, U3YYAIOIUX MyTareHe3 M B3auMOJeHCTBHE (DaKTOPOB HACIEACTBEHHOCTH W
oKpyxartomieil cpeanl. [IpennoxeHHble B KIMHUYECKOW armpoOanuy METObl 0€30macHbl MPHU UX
NPUMEHEHHH, TaK KaK MPOBOJATCS IN Vitro.
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[IpoBeeHHBIC HAMH paHee MpPeABAPUTEIILHBIC UCCICIOBAHMUS C UCIONb30BaHueM MeTona [1,27]
MO3BOJIMJIO TOATBEPAUTL HUMeomuecs 3akmodeHus [lyomukamum 103 MKP3  [16] o
npeodsiajaHUK TOJIUTEHHBIX HM3MEHEHHH y JUI, MOABEPTIIUXCS NEUCTBUIO PaJUaAlMOHHOTO
dakTopa, U MOTyT BO3HUKATh B 1, 2, 3 TOKOJCHUSX JETEH, POXKICHHBIX OT OOIYYCHHBIX
ponuteneit (Yka3 [Ipesunenta PO ot 26.12.2012).

12. Onucanue Au3aifHa KIMHAYECKOH anpodanmu, KOTOpoe N0JKHO BK/IIYATh B ce0s:

12.1. Yka3aHue OCHOBHBIX M JIONOJHUTEJbHBIX (IIPH HAJTUYUM) HCCJIeyeMbIX IAPaAMETPOB,
KOTOpPbIe OyAyT OLEHUBATHCS B X0/1€e KIMHUYECKO anpodanuu;

No [TapameTp

1 | YacTora Bepu(HKauy NPUINH YMCTBEHHON OTCTAJIOCTH 10 CPABHEHUIO C METOJIOM
CPaBHEHUSI.

2 YacToTa BBEISIBIICHHBIX H3MCHCHUM KapuoTuIia Ipyu DUTOTCHCTUYCCKOM KapUOTUIIUPOBAHUN
(BLIpa)KeHHOCTL HECTaOMIIBHOCTH XpOMOCOM) 10 CPaBHCHUIO C MCTOAOM CPABHCHUA.
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12.2. Onucanue nAu3aiiHa KIMHAYECKOH anpodanuu ¢ rpadu4ecKoii cxemMoil (3ransl U
Npoueayphl, a TAKKe CPOKH U YCJIOBHA X NPOBeJeHUs, HHOE);

CKpHMHUHI NAIUEHTOB.
OneHKa COrJIaCHO KPUTEPHUAM BKJIKOYUEHHSI/HEBKIIOYeHU ST

e .

OcHoBHas rpynmna (rpynmna I'pynna cpaBHeHust
Ha0JII01eHHUs) N=30 manueHToB, U3 TEPPUTOPHH,
N=30 marueHToB u3 3arps3HEHHBIX PAJUOHYKINIAMU
TEPPUTOPHIH, 3arpSI3ZHEHHBIX
panoOHYKIHIAMHI

~——

CranuoHapHbIi Tan

A A

Metoa KA: MonekynspHO-IUTOT€HETHYECKas Mertoa cpaBHeHMS:
JINarHOCTUKA [uToreneTnueckuii (KapuOTUITUPOBAHUE)

# nenTudukaiys reHoB, XpOMOCOM (METOJIOM
FISH)

#IlonHoe reHomMHOe ckaHupoBanue JJHK
(MOJIEKYIISIPHO-TEHETHIECKOE KapHOTHITH-
poBanne) SNParray c GmonnpopMaTHKOM

OrneHka
MoKazaTejei
3¢ EKTUBHOCTH

Ananmz
pe3ynbTaToB

12.3. Onucanue MeT01a, MHCTPYKIIUH 10 €r0 MPOBEAEHHI0;

[lpr moOCTyIUIEHMW B KIMHHKY JAeTell ¢ Henup(epeHIMPOBAHHON yMCTBEHHOW OTCTaJOCTBHIO
HPOBOJUTCS KIMHUYECKOE 00CIIeZIOBAaHHE C 1IEIIBIO ONpEIesIEHUs] aHOMAINH U (yHKIIMOHATIBHOTO
COCTOSIHMSI OpraHOB M CHCTEM, 4YTO BaXXHO B JaJbHEHIIEM U1 aHaIW3a pe3yJbTaToOB
MOJIEKYJIIPHO-LIUTOT€HETUUECKOM uarnoctuku. KinnHndeckoe o0ciiejoBaHNe BKIIOYAET B ceOsi:
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KOHCYJIbTAIlMsl Bpadel: NeHeTHKa, HEeBpoJora, o(TaabMOIIOTa, OTOJAPUHIOJIOra, MPOBOAUTCS
KOMIUIEKCHOE yJIbTPa3ByKOBOE MCCIIEAOBAHUE OPraHOB OPIOIIHOM MOJOCTH, BKIIIOYAs MOUYEBYIO
cucremy, obcnenoanue cepaua (OKI', sxokapauorpadus), nepBHoi cucremsl (29I, MPT
apTepuii TOJI0BHOTO M0o3ra), ¥Y3W MMTOBUAHON U MapalluTOBUIHOM Keje3, YUUTHIBAsI, YTO JIETH
U3 pEeruoHa C TMOBBINICHHOW paJMallMOHHOW HArpy3kou, labopaTopHoe oOcieaoBaHuE IS
BBISIBJICHUSI HAPYILLIEHUI CO CTOPOHBI (PYHKIIMU [TEYEHU, TOYEK, IIIUTOBUIHBIX JKEJIE3.
Monexynapro-yumocenemuyeckass —ouacnocmuka: 1— uaeHTUPUKAIUMS TEHOB METOJ0M
dumroopectientHoi rubpuausarmu in Situ (fluorescence in situ hybridization — FISH); 2 —
MOJTHOE TEHOMHOE CKaHMPOBAHUE METOJIOM MOJIEKyJIsspHOro kapuotunupoBanus (SNParray) c
OnonH(pOPMATUKON. DTH METOBI OCHOBAHBI Ha MpoIecce THOPUIN3AH HYKJICMHOBBIX KUCIIOT.
I'mOpumuszanus in Situ ocHOBaHAa Ha B3aWMOJCUCTBHU OJHOHUTEBBIX IOCJIEIOBATEIBHOCTEH
sx3orenHoi JIHK, medennoit ¢moopoxpomamu (aroopecuupyronmmu Beniectsamu), — JJHK
npoOb1, U uccaeayemorn JIHK. Paspemaromias cnocoOHOCTh MOJIEKYJISIPHO-ITUTOTCHETHYECKHUX
METOJIOB OIpPEIEIACTCS MHUHUMAJIbHBIM pPa3MEpOM IOCIEI0BATEIBHOCTH XpoMocoMHou JIHK
(KOTMYECTBOM HYKJIEOTHJIOB), KOTOPYIO BO3MOXKHO PETHCTPUPOBATH C MOMOIIBI0 MHKPOCKOMNA
WIM JIpyrod CUCTEMBI JETeKUUHU. B kauecTBe cTangapra Mnpu MOJEKYJISIPHO-LUTOT€HETUYECKOM
aHAJIM3€ UCTIONIb3YIOTCS KJIIACCUYECKUE [IUTOT€HETUYECKUE METObI.

1. Merox FISH B pasnuunbIXx ero Bapuanusx OyIeT MPUMEHSTHCS IS aHajau3a ClydacB
XPOMOCOMHOTO MO3aull3Ma C HEOONBIIMM KIOHOM aHOMaJbHBIX KIJIETOK; OIMpeesieHus
IIPOUCXOXKIEHNUS M TEHETUYECKOTO0 COCTaBa JIONOJHUTEIBHBIX MAapKEpPHBIX XpOMOCOM;
UACHTU(DUKAIIMIN XPOMOCOM, BOBJICYEHHBIX B CIIOKHBIE MEPECTPOMKH MpHU ydacTuH 3-X u Oosee
XPOMOCOM; UICHTHU(PHUKAIIMY TEIOMEPHBIX U CYyOTEIOMEPHBIX MOHOCOMUN/TPUCOMUIN; YTOUHEHHS
TOYEK pa3pblBa U IMOTEPb I'€HETUYECKOTO MaTepHajia Ha XPOMOCOMHOM U CyOXpOMOCOMHOM
YPOBHSAX B CIy4yae CIOXHBIX XPOMOCOMHBIX AHOMAJIMH; MOJEKYJSIPHOTO H3yuYeHUs
XPOMOCOMHBIX BapUaHTOB.

2. TepMHH «MOJIEKYJSIPHOe KAPHOTHIIMPOBAHMeE» SBIETCS HaubOoyiee KOPPEKTHBIM JUIS
0003HAYCHHSI CKAHMPOBAHMSA TE€HOMA TIPU HCIOJIB30BAHUM MOJIEKYJSIPHBIX TOAXOA0B K
aHaJM3y €ro CTPYKTYPHBIX BapHaluil (XpOMOCOMHBIH MHUKpOMATpUYHbIA aHamu3 - XMA).
MonekynsipHoe KapuOTHIIMPOBaHHE HAXOIUT CBOE MPUMEHEHHE B 00JIACTH OHKOLIUTOTEHETUKU U
JMarHOCTUKM XPOMOCOMHBIX MHKpoaOeppauuii y JeTeil ¢ yMCTBEHHOM oOTcTanocThio. OHO
MO3BOJIAET C BBICOKON 3((PEKTUBHOCTHIO ONMPEAETUThH MOTEPI0 (IeNelns) Wi MpUOOpeTeHne
(mynmmukanusi) nocnegoBaTenbHocTel xpomocoMuoi JIHK pasmepom mMenee ogHOro MiiH map
HYKJIEOTH/I0B (T€HOMHbBIE aHOMAJINH), a TaKXke, Tak Ha3biBaeMble, CNV — Bapuanuu uncia Konun
nocienosarensHocTy JJHK. IIpoBenenue mMonekynsspHOro KapHMOTHUIIMPOBAHUS IIPU HAIWYUHU Y
netet HeaudQpepeHUUpPOBaHHBIX (OPM YMCTBEHHOW OTCTaJIOCTH, YYUTHIBAas pPE3YyJIbTaThl
LUTOTEHETUYECKOT0 HCCIIEJOBaHMsI, OyJleT crocoOCTBOBaTh YTOYHEHMIO TOYEK pas3pbiBa MpU
CTPYKTYPHBIX MEPeCTPOMKaX XpOMOCOM; OMPEIEIICHUIO TPOUCXOKICHHSI MAPKEPHBIX XPOMOCOM;
VCKJIIOYEHHIO WJIM BBISBJIEHUIO T€HOMHBIX aHOMAQJIMK NTPH HOPMAJIbHOM KapUOTHUIIE, B TOM YHCIIE
CNV; naer BO3MOXHOCTh OOHAapyX€HHUS OHIUTCHOMHBIX WM3MEHEHHH, TakuX Kak moTeps
reTepO3UTOTHOCTH, YHUIIAPEHTAJIbHAS TUCOMUSL.

AJTOPUTM TPOBEACHUS MOJEKYJISIPHO-IUTOTEHETHUYECKUX HCCIEIOBAaHUN C TMOCIETYIOIIUM
npUMeHeHHeM OMOMH(DOPMATHIECKUX METOJIOB Y JAETEH C YMCTBEHHOM OTCTAJIOCTHIO TIO3BOJIUT B
JanbHEWIIeM  TpOBOAWTH  3(PPEKTUBHOE  MEAMKO-TEHETUYECKOE  KOHCYJIbTHPOBAHHE,
NpeHATabHYI0 JMAarHOCTUKY, B OTIENBHBIX CIIydasiX, W TMEePCOHHU(PHINPOBAHHYIO JIEUEOHYIO
KOPPEKIIHUIO.

Merto/l CpaBHUTEIIFHOTO aHAIN3a: HATOTeHEeTHYEeCKOe HCC/ie0BaHue (KapuoTH). ITOT METOT
OyjmeT BKJIIOYaTh B ce0s KyJIbTHBHUpOBaHHE IN VItro auM(pouuToB nepudepruueckoil KpoBHU C
LEeNbI0 TOJyYeHHUsl IpenaparoB MeTaa3HbIX XPOMOCOM M TOCJIEAYIOUIMM HPUMEHEHHUEM
mubdepeHIMaTbHOT0 OKpAIllMBaHUS XPOMOCOM IO JUIMHE MM HCCIEAOBaHUS KapHOTHIA C
MOMOIIbI0 CBETOBOTO MHKpockomna mpu yBenuueHun Xx1125. CymiecTByeT HECKOJIBKO THUIIOB
muddepeHIIManTbHOT0  OKpAaIlMBaHUS XPOMOCOM IO JUIMHE. byner NpHUMEHATbCS METO.
TQepeHIaIbHOTO OKPAIIUBAHUS XPOMOCOM C TMOMOINBI0 G-OKpamuBaHUs. JTOT METOJ
OasupyeTcss Ha mpeABapuUTeIbHOH 00paboTKe MpemapaToB XpPOMOCOM TMeEpel OKpPacKoW W Ha
UCTIOJIb30BaHUM HE(DITIOOPECIIEHTHBIX KpacuTenei nwin ux cMmeceil. [IpenBapurensHas o0paboTka
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CBs3aHA C MHKyOalMel B CONIEBBIX PacTBOpax M B PAacTBOPAX MPOTCOTUTHUECKUX (EPMEHTOB
(B3aUMOJIEHCTBYIOIINX,  MO-BUAMMOMY, C  OEJIKOBOM  KOMIIOHEHTOM  XpOMAaTHHA).
Unentuduxamo xpoMmocoMm obecrieunBaeT 4epeoBaHle TEMHO U CBETIIO OKPAIIEHHBIX MOJIOC.
[To yucny, BeTUYMHE U PACTIOIOKEHHUIO TMOJOC (CETMEHTOB) MOXXHO OMPEIEIUTh U3MEHEHHUS B
XpOMOCOMHOM Habope (kapuorturie). Yuciao mojoc Ha TramiouAHblii kapuotun mnpu G-
OKpAaIllMBaHWU BapbUPyEeT, HO B HacTosmel pabore Oyaer He Mmenee 550, a Ha craguu
npometadasbl Oyaet gocturars 1250 monoc. bynet taxke ncnonb3oBan Meton C-OKpalivBaHus,
C  TOMOIIBIO  KOTOPOTO  AHAJU3UPYIOTCS  TETePOXPOMATHUHOBBIE, B  OCHOBHOM,
OKOJIOLIEHTpOMepHble ydacTKu. I[Ilpumenenue C-okpaliMBaHHMs Takke HEOOXOOUMO MpU
UICHTU(QHUKAIIMA XPOMOCOMHBIX aHOMAIMKA WM JU(PEpeHIHaluud MEXIY XPOMOCOMHBIMU
MYTalUSIMU U MOP(HOIIOTUYECKUMU OCOOCHHOCTSIMU XPOMOCOM.

12.4. OxugaeMasi NpoI0J/LKUTEIBLHOCTh YYACTHA MALMEHTA B KIMHUYECKOI anpodanuu,
ONHCAHHUE MOC/IeI0BATETHbHOCTH H MPOIOKUTEILHOCTH BCeX MEPHOA0B KIMHUYECKOI
anpodanum, BKJIKOYasi ePUo/ NOC/AeAyIonero Had01eHusl, ecJiM TAKOBOW MpeayCMOTPEH;

[TponomkuTensHOCTh KIMHUYECKOU anpobanuu — 3 roaa (2022-2024 r.r.).
[Tnanupyercs BKIOYUTH B HccienoBanue 30 ManueHToB, CpeHsst MPOJOIKUTEbHOCTh
HaOmoieHus 1 manueHTa cocTaBiser 7 JHEH.

CocTouT U3 CleIyroIuX 3TaIoB:

1 »Tam — CKPUHUHT MAIMEeHTa, OIICHKa KPUTEPUEB BKIIFOUCHHS U HEBKIIIOUCHHS,

2 3Tan — BHINOJHEHUE TPOTOKOJIA KIMHUYECKON anpobaiuy (CpoK roCUTaInu3aiy U
obcnenoBanus — 7 qHEN);

3 3Tam — aHaJIU3 NOJIYYECHHBIX IaHHBIX.

12.5. IlepeyeHb JaHHBIX, PETHCTPUPYEMBIX HEIIOCPEACTBEHHO B HHAUBHYAJILHOM
PErucTPAlMOHHON KapTe KIHMHUYeCKOH anpodannu MeToAa (0e3 3amucu B MeIMIMHCKOM
AOKYMEHTAIIMHU MALMEHTAa) U pacCMaTPUBaeMbIX B KayecTBe IapaMeTPOB, YKA3aHHBIX B
nyHkTe 12.1 HacTOSAIIero NPOTOKO0/I1a KIHHUYECKOH anpodanuu.

1. Ctenens BBIpAXKEHHOCTH YMCTBEHHOU oTcTanocty (1Q) (rpymnmbl HaOMIOIEHUS U CpaBHEHUS)
2. Hanuuue BpOX/I€HHBIX aHOMAaIUH (MTIOPOKOB) pa3BUTHs (IPyMIIbl HAOIIOEHUS U CPAaBHEHUS)
3. Hanmuue 1 KoIM4yecTBO XpOMOCOMHBIX abepparuii mpu nposenenun FISH merona (B rpynme
HaOTIOICHUS )

4. Hannune reHHbIx 1 XxpoMocoMHbIX, CNV H3MeHeHu# npy MoJIHOM TeHOMHOM CKaHUPOBAaHUH
JIHK (B rpymnme Habo1eHus)

5.Hanuuue n3MeHeHnH KapuoTuIa Mpu HUTOTeHETHYECKOM KapUOTUITMPOBAHUH (BBIPAKEHHOCTh
HECTAOMIHBHOCTH XPOMOCOM)

V. OT60p H HCKIIIOYCHHE MAIIUCHTOB, KOTOPBIM OKa3bIBACTCA MECIUIIMHCKAA MOMOIIb B
paMKax KJIUHHYeCKOil anpoﬁaulm

13. Kputepuu BKJIKOYEHHUS MAIUEHTOB.

[TapameTp Kpurepuil BKIroueHus: NalueHTOB
HaumenoBanue HenuddepenuupoBannas (HeyTOUYHEHHAs) yMCTBEHHAs! OTCTAJIOCTb.
3a00JeBaHUs Bo3saeiicTBue paiMaliMOHHOIO 3arps3HEHUS.

(cocTosiHMS ) TTAlIUCHTA B
cootBercTBuU ¢ MKB-10

Kon 3a6oneBanust F79
(cocrosinus) manuenTa B | Z58.4
cootBercTBUU ¢ MKb-10

ITon mamueHTOB JKeHckuil, My KCKOM

Bo3spact nanueHToB Ot 18 mecsueB 10 14 neT (BKIIOYUTENBHO)
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Hpyrue Her

JIOTIOJTHHUTEIIbHEIC

CBEJICHHUS
Hanuuune nonnvucanHoro nHPOPMUPOBAHHOTO JOOPOBOIBLHOTO
corjacus Ha yuactue B KA

14. Kputepuu HeBKJIKYEHUS MANUEHTOB

No Kpurepuii HeBKIIOUEHHUS TAITUEHTOB

1 | Bospact nanmenTtos jo 18 mecsieB wiu crapiie 14 get

2 | TTanmeHThl, MPOXKKMBAIOIIUE B TEPPUTOPHUSIX, HE 3arPSI3HCHHBIX PaIMOHYKIUIaAMU

3 | bepeMeHHOCTh y MaTepei mpo0OaHI0B MPOTEKala B TEPPUTOPHUSIX, HE 3arpsI3HCHHBIX

paJMOHYKJIHJIAMHU.
4 | Hanuuue ApyTUX 9KOMATOTEHHBIX U MPO(eCcCHOHANBHBIX BPEAHOCTEH y poAUTeNeH 10

1/WiIK BO BpeMsi O€peMEeHHOCTH MaTepu npobaHaa

15. Kpurepuu uck/I04eHns NANMEHTOB U3 KIMHUYECKON anpodanun (0CHOBaHUs
NpeKpaleHnsi NpUMMeHeHHsl AaNPoONpPyeMoro MeTo1a) 00cae10BaHuSs

Ne Kputepuii nckiitoueHus nalueHToB IlepuoIMYHOCTb OLICHKU KPUTEPHS

1 | Otka3 oT npoBeJCHUS HCCIICAOBAHUS, B T.4. OT B Teuenue npeObiBaHus NallUEHTA
BEHOITYHKIIMH WJIM APYTOro HEOOXOIMMOTO METO/Ia | B CTAI[MOHApE
o0cienoBaHus

2 Hanuuune annepruyeckux peakiuil y naiieHToB B | B Teuenue npeObiBaHUS NaleHTa
nporecce 00cie 0BaHMsI B CTallMOHApE

3 | Hammmume ocTpbIx MHPEKIIMOHHBIX 3a00eBaHnil y | B TeueHne npeOpIBaHMS MAIEeHTa

TMAaIMCHTOB B ITPOLIECCEC OGCJ’ICZ{OB&HI/I}I

B CTallMOHAPEC

VI. MeaunuHckasi NOMOIb B PAMKAX KIHHHYECKOH anpodannu

16. Bua, ¢popma u ycji0BusI 0Ka3aHUSI MeIMIMHCKON MOMOLIH.

Bua MeMIMHCKON NOMOIIM: CIIEHNUAIU3UPOBAHHAS B TOM YHUCJIE BBICOKOTEXHOJIOTUYHAS
MEIUIMHCKAs! [IOMOILb.
dopma OKazaHUsI MEIULMHCKOW ITOMOIIM: TUIAHOBAs.

YcnoBus okazaHus MeAUITMHCKON Tomotu: CTarfmoHapHO

17. IlepeyeHb MEAUIUMHCKHUX YCJIYT (MEIMIMHCKHX BMELIATEbCTB).

Ne Kog MV HaunmeHnoBanne MeaumaCcKol yeryrn (MY) Kparocts ens HazHaUEHMS
NIPUMEHEHHUS
1-pr1if 5TAn
1.1. B01.047.007 OcMoTp Bpaua reanaTpa IpUEeMHOTO OTACICHHUS 1 XapakTepucTuKa
00IIIECOMAaTHIECKOTO
COCTOSTHHS
1.2. B01.031.005.0 | IIpeOriBanue 1 IeUCHNE TTAIMEHTA B TIaJlaTe 7 Junamuka
01 CTaIOHapa ¢ eXKEJHEBHBIM OCMOTPOM Bpaya, 0011IeCOMaTHYECKOTO
HaOJIOZICHUEM M YXOJIOM CPEAHEr0 U MJIa IIero COCTOSTHHS
MEIUIMHCKOrO nepcoHaia, nuranuem. (1x/)
1.3. B03.080.003 [IpebpiBaHmE B3pOCIOTO ¢ PeOSHKOM B 7 Jst obecrieueHust
cranmonape (1 x/n) (¢ yauerom HJIC) yXxo0/1a 3a peOCHKOM-
WHBAIUIOM U 10 3-X
JISTHErO BO3pacTa
1.4. B01.006.001.0 | Koncynbrauusi Bpaua reHeTHKa, JOKTOPa 1 Juarnocrrka
02 MEIMIMHCKHMX HayK (JI.M.H.), mpodeccopa HACJIEACTBEHHBIX
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KpatHocTs

Ne Kog MV HaumeHoBanue MeauuHacko yeryru (MY) Ilenb Ha3HAUEHUS
NIPUMEHEHHUS
1-p1i1 5Tan
TepBUYHAs OostesHei
1.5. B01.023.001.0 | Koncynbranusi Bpaua HEBpOJora KaHau1aTa 1 Jlnarnoctuka
01 MEIMIMHCKUX HayK (K.M.H.), HEpBUYHAS MOpa)kKEHUsI HEPBHOMI
CHCTEMBI
16 B01.029.001 Koncynpramus Bpada odranemornora 1 JuarHocTtrika
TIepBUYHAS TTOpaKeHNsI IJ1a3
1.7. B01.028.001 Koncynpranus Bpaua OTOpPHHOIAPUHTOJIOTA 1 Juarnoctuka
TepBUYHAS nopaxenus JIOP-
OpTaHOB
1.8. B01.003.001 OcMOTp, KOHCYIBTANINS Bpaya aHECTE3HOJIOTa- 1 Js mpoBenenust MPT
peaHnMaToIora, IEpBUYHbIN TOJIOBHOT'O MO3Ia y
JleTe-UHBAIUI0B U
JieTel 1o 5 Jier.
1.9. B01.003.004.0 | MacoyHblil HHTATSIMOHHBIN Hapko3 10 30 1 g npoenenust MPT
12.004 MUHYT NPH IPOBEICHUHU THATHOCTUYECKUX TOJIOBHOT'O MO3ra y
HCCJICIOBaHUM JIeTel-MHBAJINJIOB
1.10. | A04.16.001.00 | YnpTpa3ByKoBOE HCCIIEIOBaHIE OPTaHOB 1 Jnist mnarHocTuKu
1 OprorHOIt mosnoctu (komruiekcHoe) U Y31 HaJIU4us CTPYKTYPHBIX
MoYeK AHOMAaJIMH ¥ IOPOKOB
pa3BUTHS
1.11. | A04.28.002.00 | YupTpa3ByKOBOE HCCIEOBAHUE MOYEBOTO 1 JI1st TIarHOCTUKH
3 Ty3BIpst HAJINYUS CTPYKTYPHBIX
AHOMAJIMH ¥ IOPOKOB
pa3BUTHUS
1.12. | A05.10.006 Onexrpoxapauorpadus (IKI') 1 J11 AnarHoCTHKH
COCTOSIHHSL CEepJIa
1.13. | A05.23.001.00 | Daexrposnuedanorpadus (330 ¢ 1 OyHKINOHATbHAS
1 Harpy3049HBIMH IpoOamMu AKTUBHOCTH T'0J1.MO3Ta
1.14. | A05.23.001.00 | Dnexrposnnedanorpadus (331) ¢ 1 OyHKINOHATbHAS
2 Harpy304HbIMH TPo0aMHu AETSIM JI0 7 JeT AKTHBHOCTb I'0JI.MO3ra
1.15. | A04.10.002 Oxokapanorpadus 1 g auarHocTuku
HAIIMYHsI CTPYKTYPHBIX
AHOMAaJIMH ¥ IOPOKOB
pas3BHUTHS
1.16. | A04.22.001 VYabpTpa3ByKoBOE UCCIIEIOBAHUE ITUTOBUTHOM 1 CtpyKTypHOE U
JKeJIe3bl U TTapalluTOBUIHBIX Kenes (¢ Mopdosoruyeckoe
Jonmeporpaduei) COCTOSIHHE
IMUTOBUIHON U
MapauuTOBUIHOU
KeTes
1.17. | A05.23.009 MarHuTHO-pe30HaHCHasE TOMOTpadust 1 g AMarHocTuKu
TOJIOBHOT'O MO3Ta HaJIMYHsI CTPYKTYPHBIX
AHOMAJIMH ¥ TIOPOKOB
pa3BUTHS
1.18. | A05.12.004.00 | MarauTHO-pe30HaHCHAsI TOMOTpadus apTepuii 1 J1g AMarHOCTHKH
1 TOJIOBHOTO MO3Ta HaJIMIHsI CTPYKTYPHBIX
aHOMAaJIU{ ¥ IOPOKOB
pa3BUTHS
1.19. | B03.016.003 OO0t (KITMHAYECKU) aHAINA3 KPOBH 1 XapakTepucTuKa
pa3BEepHYTHII COMaTHYECKOTO
COCTOSIHHMS TTaI[eHTa
1.20. | A11.12.009 B3situe kpoBu u3 nepudepruaeckoil BEHbI 2 st obecriedeHust
MPOBECHUS
MCCIIEJIOBAaHNS KPOBU
1.21. | A09.05.023 HccnenoBanue ypoBHS INIIOKO3bI B KPOBU 1 HccnenoBanue
(BeHO3HAs KPOBB) HapyIeHnii oOMeHa
YIJIEBOJIOB
1.22. | A09.05.010 HccnenoBanue ypoBHs 001ero 06enka B KpOBU 1 buoxumuueckoe
uccieJ0BaHNE KPOBU
1.23. | A09.05.011 HccnenoBanue ypoBHs aJibOyMUHa B KPOBH 1 buoxumuueckoe
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KpatHocTs

Ne Kog MV HaumeHoBanue MeauuHacko yeryru (MY) Ilenb Ha3HAUEHUS
NIPUMEHEHHUS
1-p1i1 5Tan
MccieJ0BaHNE KPOBU
1.24. | A09.05.017 HccnenoBanue ypoBHs MOUEBUHBI B KPOBU 1 HUccnenosanue
(hYHKIIMH TTOYEK
1.25. | A09.05.018 HccnenoBanue ypoBHsS MOUEBOM KUCIIOTHI B 1 HUccnenosanue
KpOBH HapyIIeHHd 0OMeHa
HYKJICOTHJOB
1.26. | A09.05.019 HUccnenoBanme ypoBHS KpeaTHHIUHA B KPOBU 1 HUccnenosanue
(HYHKIIMH TTOYEeK
1.27. | A09.05.026 HccnenoBanue ypoBHs X0JeCTeprUHA B KPOBH 1 HUccnenoBanme
JHITUIHOTO OOMEHa
1.28. | A09.05.027 HccnenoBanue ypoBHs JIUIONPOTEHHOB 1 HUccnenoBanue
BBICOKOU IUIOTHOCTH JMOHIHOTO oOMeHa
1.29. | A09.05.028 HccnenoBaHue ypoBHS JIMIONPOTEMHOB HU3KON 1 HUccnenoBanue
TUIOTHOCTH JIMITUIHOTO 0OMeHa
1.30. | A09.05.025 HccnenoBanve ypoBHS TPUTIUIEPUIOB B KPOBH 1 UccnenoBanue
JIMITUTHOTO 0OMeHa
1.31. | A09.05.041 OnpeneneHne akTUBHOCTH 1 HccnenoBanue
acriapTaraMuHoTpaHcdepassl B kposu (ACT) (HYHKIMY TICYCHH
1.32. | A09.05.042 OmnpeneneHne akTUBHOCTH 1 Hccnenosanne
aaHMHaMuHOTpaHchepassl B kposu (AJIT) (YHKIIMK IEYeHU
1.33. | A09.05.045 HccnenoBanue ypoBHS aMHIa3bl B KPOBH 1 HUccnenoBanue
GdhyHKIIMH
MO/IKETYJOUHOM
JKEJIe3bl
1.34. | A09.05.039 OrnpeneneHre akTUBHOCTH 1 Wccnenosanne
nakrataerunporenassl (JII') B kpoBu 9HEPreTHYESCKOTO
oOMeHa
1.35. | A09.05.043 OnpeneneHre akTUBHOCTH KPEAaTUHKUHA3BI B 1 Uccnenosanne
KpOBH 9HEPreTHYECKOTo
obmeHa
1.36. | A09.05.046 OmnpeneneHne akTHBHOCTH LIETOYHON 1 Hccnenosanue
¢dbocdarassl B KpoBU MeTaboIMIecKoi
AKTHBHOCTH
(dochopunrpoBanus
1.37. | A09.05.180 OnpeneneHne akTHBHOCTH MaHKPEaTHYECKON 1 HccnenoBanue
aMHJIa3bl B KPOBH GbyHKIMH
MO/IKETYJOUHOM
JKeJIe3bl
1.38. | A12.05.011 HccnenoBanue jxene30CBs3bIBaOICH 1 HUccnenoBanue
cnocobHOoCcTH chiBopoTKH (OXKCC) reMaTOJOrHYECKOTO
craTtyca
1.39. | A09.05.021 HccnenoBanue ypoBHs o01ero ouianpyorHa B 1 HUccnenoBanue
KpPOBH (YHKIIMH IEYCHU
1.40. | A09.05.022 HccnenoBanue ypoBHsS CBOOOIHOTO U 1 HUccnenosanue
CBSI3aHHOTO OMIIMpyOHHA B KPOBH (YHKIIMH IEYSHU
1.41. | A09.05.007 HccnenoBanue ypoBHs xele3a CBIBOPOTKU 1 HUccnenosanue rema u
KpOBH oOMeHa eresa
1.42. | A09.05.032 HccnenoBanue ypoBHS 00IETO KalbIHs B 1 HUccnenosanue
KpOBH KaJbpIui-GpochopHOTOo
obmeHa
1.43. | A09.05.033 HccnenoBanme ypoBHS HEOPTaHUUECKOTO 1 HUccnenoBanue
¢docdopa B kxpoBU thocdopHo-
KaJIbLMIEeBOr0 00OMeHa
1.44. | A09.05.274 HccnenoBanue ypoBHS HUHKA B KPOBH 1 HccnenoBanne MUKPO-
3JIEMEHTHOTO0 00OMEHa
1.45. | A09.05.181 HWccnenoBanme ypoBHS MEH B KPOBU 1 HccnenoBanne MUKPO-
9JIEMEHTHOT0 00MeHa
1.46. | B03.016.006 OOy (KIMHUYECKHUH ) aHAIU3 MOYH 1 Cocrosinue
MOYEBBIIEIUTEIILHON
CHCTEMBI
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KpatHocTs

Ne Kog MV HaumeHoBanue MeauuHacko yeryru (MY) Ilenb Ha3HAUEHUS
NIPUMEHEHHUS
1-p1i1 5Tan
1.47. | A09.05.061 HUccnenoBanue ypoBHs CBOOOIHOTO 1 HUccnenosanue
tputionruponuna (CT3) B kpoBu TUPEOUTHOTO MPODUIIs
1.48. | A09.05.065 HccnenoBanue ypoBHS THPEOTPOITHOTO 1 HUccnenoBanue
ropmoHa (TTI') ceiBopoTKH KpOBHU THPEOHTHOTO PO
1.49. | A09.05.063 HccnenoBanue ypoBHS CBOOOIHOTO THPOKCHHA 1 HccnenoBanne
(CT4) cbIBOpOTKH KPOBHU THPEOHTHOTO PO
1.50. | A12.06.045 HccnenoBanue aHTUTEN K TUPEONIEPOKCUAA3E 1 Wcknrouenue Hanuuus
(TIIO) B kpoBH ayTOMMMYHHOTO
TUPEOUINTA,
THIIOTHPE03a
1.51. | A12.06.017 HUccrnenoBanme aHTHTEN K THPEOTIIOOYITNHY 1 HUckiroueHne HaTHIHS
(TT') B cBIBOPOTKE KPOBU ayTOMMMYHHOTO
THPEOUANTA,
THIIOTHPE03a
2-0i1 aTan
2.1 A12.05.056.00 | MnenTudukarus reHoB METOJOM 1 HUccnenosanue
1 (roopectieHTHOM ruOpuau3anuy in situ (FISH) XPOMOCOMHBIX
abepparrii
2.2. A12.05.056.00 | ITmHOE reHOMHOE ckaHupoBanue JJHK 1 HUccnenosanue
2 MOJIEKYJISIPHO-
TEHETHIECKOTO
KapHuoTHIla

18. JlekapcTBeHHbIE NPenapaThl AJI MEIMIUHCKOT0 NPUMEHEeHHs1, 103MPOBKA, 4aCTOTA
npueMa, cnocod BBeJeHHs, a TAKAKE NPOAOIKUTEIbHOCTh IPUEMA, BKJIOYasi NePHOAbI
MOCJIeAyIoero HadIIAeHUsI — OTCYTCTBYIOT.

HaumenoBanus CIICHNUAIM3UPOBAHHBIX IMPOAYKTOB Je4eOHoro NUTaAaHUudA, 9aCTOTA IpHUEMA,

00beM MCI0JIb3YeMOr0 MPOAYKTA JIe4eOHOr0 MUTAHUA — OTCYTCTBYIOT.

Ilepeyens UCMOJIb3yeMbIX OMOJIOTHYECKHX MATEPHAJIOB - OTCYTCTBYIOT
HanMeHnoBaHus MeIMIMHCKUX U3/1eJIHil, B TOM YUCJIe UMILUIAHTUPYEMbIX B OPraHu3M
YyeJioBeKa - OTCYTCTBYIOT
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VII. Ouenka 3ppeKTHBHOCTH METOAA

19. Ilepeyennb nokaszareJeit 3pPpexTUBHOCTH.

HaunmeHoBaHue MEpBUYHOTO KpUTEpHs 3P PEKTUBHOCTH

1. Yacrora BepudHUKauuu yMCTBEHHOH OTCTANOCTH Y ACTEH.

20. ITepeyeHb KpUTEPHEB AONOJHUTEIHLHON IEHHOCTH

Ne HaunmeHnoBaHnue BTOpHYHOTO KpuTepHsi 3 HEKTUBHOCTH

1 YacToTa BBISIBIICHUS] U3BMEHEHUW KapHOTHIIA.

21. MeToabl ¥ CPOKH OLIEHKHU, PErMCTPAIIUN, YYeTa U aHAJM3A NoKa3aTeJsiei
3¢ dexTUBHOCTH

No [Toxazatens 3¢ dexTnBHOCTH Mertoab! OLIEHKH CpoKH OIIeHKH
1 Yacrora Bepudukanuu ymcTBeHHOH | KonmuecTBo BBISBIEHHBIX ITocne 3aBepieHus
OTCTAJIOCTH y JETEH C TTOMOILBIO BapHaHTOB UCCIICZIOBAHUS.
MeTOJ1a KIIMHUYEeCKOH anpobaruu no | HeaudepeHIupoBaHHON
CPaBHEHHIO C METO/IOM CpPaBHEHUS, YMCTBEHHOI OTCTaJIOCTH:
Oyzer Oomnbiue, yem y 70% OosnbliIe, 4eM B METOZE
MaIeHTOB. cpaBaenus Ha 10% u Goree —

2 0aja, COIOCTaBUMO C
MetosioM cpaBHeHus ot 0-10%
— 1 Oa, MeHbIIIEe, YEM B
MeTojie cpaBHeHus Ha 5% — 0

0aIoB.

2 YacToTa BISIBICHUS U3MEHEHUI Bbonbure, uem B MeTone ITocne 3aBepuieHus
KapHOTHUIIA Y AETEH B rpyIme cpaBHeHHUs Ha 5%—2 Oama. UCCIEN0BAHUSA.
HaOJIr0/IeHNs 110 CPAaBHEHUIO C ComnoctaBuMO C METOAOM
METO/IOM cpaBHeHHs OyzaeT Oonbie, | cpaBHeHust oT 0-5%—1 Ga,
yeM y 70 % nauueHToB MEHEE UYeM B METO/IE

cpaBHeHUs Ha 5%—0 6aymioB.

VIII. CraTucruka

22. OnucaHue CTATUCTUYECKUX METO/I0B, KOTOPbIE MPeANoJiaraercs ucnoJjib30BaTh Ha
NMPOMEKYTOYHBIX ITANAX AaHAJIN3A Pe3y/JIbTATOB KJIMHUYECKON anpodauuu u npu ee
OKOHYAHUM. YPOBEHb 3HAYMMOCTH MPUMEHSAEMbIX CTATUCTHYECKHX METO/10B.

Cratuctuueckast oOpaOoTKa pe3yJbTaTOB MCCIEAOBAHHUS B JABYX TIpylIax MCIBITYEMBIX
NaIMeHToB (mepBasi Tpymnmna — rpynmna HaoOmrogeHus (30 4enoBek), BTopas Ipymma — rpyra
cpaBHeHus (30 denoBek)) Oyner MpoBeAeHAa C NPUMEHEHHWEM OOIIETIPUHATHIX METOJIOB
BapHUaIMOHHOW CTATUCTHKH, KOPPEISIIMOHHOTO M TUCKPUMHUHAHTHOTO aHan3a. JloBEpUTEIbHBIN
MHTEPBAJI JIJIS CPEIHUX BEIMYHMH B KaXKJIOW TPYIIIE 110 BCEM HEOOXOIMMBIM MapamerpaM Oyaer
BeIUUCIATECS Tpu & = 0.95. ByayT ucnonb3oBaThesi MAaKeThl CTAHAAPTHBIX CTATUCTHYECKHX
nporpamm «Statgrafy u Exel 7.0. Jlns OIGHKM JOCTOBEPHOCTH pa3IMuUil MperoiaracTcs
ucnionb3oBanue kpurepus CrproneHTa (t-KpUTEpHs), HEMapaMETPHUYSCKUH KPUTEPUH — «XH-
KBaJ[paTy.

Kputepuit CTpiofieHTa — 3TO MapaMeTPUUECKUIl KpUTEPHUM pa3inuuus, CIy>Kalluil Juis MPOBEPKU
THIOTE3Bl O JOCTOBEPHOCTH WIIM HEAOCTOBEPHOCTH pA3IHUYUs MEXKIY JABYMS CpEIHUMH
3HAYEHUSMHU. DTOT KPUTEPU PUMEHSETCS AJI KOJTMYECTBEHHBIX MTapaMETPOB.

[lpenmonaraercss B cily4ae OTKJIOHEHUS WMCXOMHBIX JIAHHBIX OT HOPMAJBHOTO 3aKOHA
pacripeneneHus npuMeHenue kputepust dOuniepa. [Togxoaut A cpaBHEHUST MAITBIX BBIOOPOK.
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23. [lnanupyemMoe 4YMCJI0 NANMEHTOB, KOTOPBLIM Oy/IeT 0Ka3aHa MeIMINHCKAs IOMOIIb B
pPaMKax KJIMHHYECKOI anpodanum ¢ Heablo A0Ka3aTeJbHOl 3(pdeKTHBHOCTH
anpoOupyemoro meroaa. O00CHOBaHME YHCJIA MAIMEHTOB, BKJIIOYasi pacyeThl I
o0ocHOBaHM.

Pacuer BbIOOpKHM OBbLI MPOM3BEACH HA OCHOBAHMM JAHHBIX O KOJMYECTBE JETEH, CTpaJaroniux
Henu(phepeHIUPOBaHHON YMCTBEHHOM oOTcTasiocThio. [lo JaHHBIM JUTEpaTypbl KpHUTEpHU
s dextuBHocTH (KD) mpu oneHke mpuMEHEHHS HOBOro MeTtona cocrtabisier He MeHee 70%,
TOT/Ia KaK B rpymnie cpaBHeHus — He 6osnee 30%. Ilpu nmpunsatum yposus anbpa 5% (MOIIHOCTD
oera 1 — 90%) m ypoBHs moctoBepHOCTH 90% [https://www.sealedenvelope.com/power/binary-superiority],
HEOOXOJUMO BKIIOYEHHE B MPOTOKON 28 TMAalUEeHTOB, OJHAKO YYHUTHIBAsS BEPOSTHOCTH
BBIOBIBaHUST OKOJIO 7% TMAIMEHTOB, BKJIIOYaeM B KIMHUYECKYIO ampoOaruio 30 mamueHTOoB: B
2022 ropy - 5 mauumentoB, 2023 roay - 15 maumentos, 2024 rogy - 10 maumentroB. Meton
cpaBHeHust Oyzaer wucnonb3oBaH y 30 gereii ¢ HenubdepeHIHMPOBAHHOW yMCTBEHHOMN
OTCTaJIOCTHIO 3a cueT cpeacts OMC.

IX. O0bem prHAHCOBBIX 3aTPAT

24. Onucanue NpUMeHsIeMOr0 MeTO/1a pacyeTa 00beMa (PMHAHCOBBIX 3aTPAT HA OKa3aHUe
MeIHIMHCKOI moMomu B pamkax KA

s ompeneneHuss HopMaTuBa (PUHAHCOBBIX 3aTPAT MPOM3BEACHA OLIEHKAa CTOMMOCTH OKa3aHHS
MEIUIMHCKUX YCIYT, TEKyIIed CTOMMOCTH MEIULIMHCKUX U3/ETUI U PeaKTUBOB, IPUMEHSIEMBIX
npu anpodanun. CTOUMOCTH OIpeesieHa IMyTeM aHannu3a HHGOpPMAIHH, IPEICTABICHHON B CETH
WUutepuer, Ha odunuaibHoM caidte [oczakymok, WM e Ha OQUIHAIBHOM caiiTe
NPOM3BOJUTENST M3JENUs/IpenapaTa, MpeIyCMOTPEHHOE MPOTOKOJIOM ampoOaluy YuCIIO pas.
[ToMrMO TPSIMBIX PAcXoJ0B TaKXKe YUYTEHbI KOCBEHHBIE PACXObl, CBSI3aHHBIE C COJIEp:KaHHUEM
NOMENIeHUH (KOMMYyHAaJIbHBIE YCIIyTH, yOOpKa, TEXHUYECKOe 00CITy)KHUBaHUE, YCIYTH CBSI3H, B T.
4. lHTepHeT) uist OCyIIeCTBIEHUSI HEOOXOIUMBIX MaHUITYJISIHMA, ¢ pab0oTONH BCIIOMOTaTeIbHOTO
NepcoHaa, aIMUHUCTPATUBHO-X03HCTBEHHBIX CIIYXKO.

25. llpenBapuTe/bHbIA pacyeT 00beMa (PUHAHCOBBIX 3aTPAT HA OKA3aHWE MeIUIMHCKOM
MOMOIIH B PAaMKaX KJIMHNUYECKO# anpodanun 1 nanueHTy, KOTOPbIil BKJIOYAET:

nepeyeHb MEIULMHCKUX YCIYT (HAMMEHOBAHUS U KPaTHOCTb IPUMEHEHHUS);

No Hanmenosanue Croumoc KpartHocTb YcpenHeHHbIH 3atparbl WcTOYHUK

MeAULIUHCKOU yerayru (MY s MY =
g e { ) OPpUMECHECHHS | IIOKA3aTEIb 4aCcTOTa Ha MY, CBCZICHUM O

Npe0CTABICHUS pyo. e

1. CranuoHapHBIi dTan

1.1. OcMmoTp Bpaya neauarpa 1000,00 1 1 1000,00
MIPUEMHOTO OT/ICIICHHS

1.2. [IpeGrIBaHME U JICUCHUE 3500,00 7 1 24500,00
nalyeHTa B rnajare TIpeiickypant
cTanruoHapa ¢ C)KCITHECBHBIM OCII HUKU
OCMOTpPOM Bpaua, NeuaTpuu

HaOJIIOJEHUEM U YXOJI0M
CPEeIHETO U MITA/IIIETO
MEIHUIIHHCKOTO MepcoHana,
muTaaueM. (1k/m)
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1.3.

[IpeObiBanue B3pOCIIOTO C
pebenkom B cranmonape (1
k/n) (c yaerom HIIC)

800,00

0,5

2800,00

1.4.

Koncynpranus Bpaua
TeHETHKA, JOKTOPa
MEIUIMHCKUX HayK
(z.m.H.), podeccopa
MIepBUYHAs

5000,00

5000,00

1.5.

Koncynpranus Bpaua
HEBPOJIOTra KaHJu1aTa
MCINIMWHCKUX HAYK
(X.M.H.), IepBUYHas

3300,00

3300,00

1.6

Koncynpramus Bpaua
odranbpMoIora NepBUYHas

2600,00

2600,00

1.7.

KOHcyHBTaHI/Iﬂ Bpayda
OTOPHUHOJIApUHIOJIOTa
TNEpBUYHAas

2500,00

2500,00

1.8.

OcMOTp, KOHCYIBTALIUS
Bpaya aHEeCTE3MO0JI0ra-
peaHuMaToInora,
MIEPBUYHBIN

2400,00

2400,00

1.9.

MacouHslit
MHTAJISIIMOHHBIN HApKO3 JI0
30 MEHYT TIpH TIPOBEICHIH
JMarHOCTHYECKUX
HCCIEeI0BaHUMI

6000,00

6000,00

1.10.

YapTpa3zBykoBoe
HCCIIeIOBaHKEe OPTaHOB
OPIOIIHOM MOJIOCTH
(xommiexcHoe) u Y31
MOYEK

3500,00

3500,00

1.11.

VY npTpa3ByKkoBOE
HCCIIeIOBAaHUE MOYEBOTO
ITy3BIpst

1500,00

1500,00

1.12.

Dnexrpokapanorpadus
(OKI)

1500,00

1500,00

1.13.

OnexrposHuedanorpadus
(@3I) ¢ Harpy309HBIMU
mpobaMu

3000,00

0,5

1500,00

1.14.

OnexrposHIedanorpadpust
(@3I) ¢ Harpy309HBIMU
npoOamu JeTsM J0 7 JeT

3500,00

0,5

1750,00

1.15.

Oxokapanorpadus

3800,00

3800,00

1.16.

VY bTpa3ByKoBOE
HCCIIeIOBAaHHUE IIUTOBHIHOM
KeJe3bl 1
TIapaIIUTOBUIHBIX Kere3 (C
Joruieporpadueii)

1800,00

1800,00

1.17.

MarautHo-pe30HaHCHas
TOMOTrpadusi TOIOBHOTO
Mo3ra

7000,00

7000,00

1.18.

MarautHo-pe30HaHCHas
ToMorpadus apTepuit
TOJIOBHOT'O MO3ra

5400,00

5400,00

1.19.

OOmmmit (KITMHUYECKUH )
aHaJIM3 KPOBU Pa3BEPHYTHII

1080,00

1080,00

1.20.

Basitue xpoBu u3
nepuepuyecKOil BEHBI

450,00

900,00

1.21.

Hccnenosanue ypoBHs
TJIFOKO3BI B KPOBH
(BeHO3HAsi KPOBb)

264,00

264,00

1.22.

Hccnenosanue ypoBHs
o01ero Oesnka B KpOBH

336,00

336,00

IIpeiickypanT
OCII HUKUA

neauaTpuu
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1.23.

HccnenoBanue ypoBHs
aIb0yMHHA B KPOBH

300,00

300,00

1.24.

HccnenoBanue ypoBHs
MOYEBHHBI B KDOBU

264,00

264,00

1.25.

UccnenoBanue ypoBHs
MOYEBO KHCIIOTHI B KPOBH

264,00

264,00

1.26.

UccnenoBanue ypoBHs
KpEeaTHHNHA B KPOBH

336,00

336,00

1.27.

HccnenoBanue ypoBHS
XOJIECTEPHHA B KPOBH

288,00

288,00

1.28.

UccnenoBanue ypoBHs
JIMIIONPOTEUHOB BBICOKOM
IUIOTHOCTH

300,00

300,00

1.29.

HccnenoBanue ypoBHs
JIATIONIPOTEMHOB HU3KOM
IIJIOTHOCTH

300,00

300,00

1.30.

HccnenoBanue ypoBHs
TPUIIHLEPUIOB B KPOBU

240,00

240,00

1.31.

OmnpeneneHre akTUBHOCTH
acrapraramMuHOTpaHcdepas
b1 B KpoBH (ACT)

288,00

288,00

1.32.

OmnpeneneHre akTUBHOCTH
allaHUHAMHAHOTpaHChepasbl
B kpoBH (AJIT)

288,00

288,00

1.33.

HccnenoBanue ypoBHS
aMMIIa3bl B KPOBH

360,00

360,00

1.34.

OmnpenencHre aKTHBHOCTH
JIAKTATACTUAPOTreHA3bI
(JIAT) B xpoBHU

288,00

288,00

1.35.

OmnpeneneHne aKTHBHOCTH
KpPEaTHHKHHA3bl B KPOBH

420,00

420,00

1.36.

Ornpeenenue akTUBHOCTH
niesnouHoi Qocdarasnl B
KPOBH

288,00

288,00

1.37.

OnpeneneHue akTUBHOCTH
MAHKPEATHICCKON aMHUIIa3bI
B KPOBH

360,00

360,00

1.38.

HUccnenoBanue
KEeJIe30CBsI3bIBAIOLICH
CHOCOOHOCTH CBIBOPOTKH
(OXCCO)

360,00

360,00

1.39.

HccnenoBanue ypoBHs
oOmero ounpyorHa B
KpOBH

312,00

312,00

1.40.

UccnenoBanue ypoBHs
CBOOOJIHOTO U CBSI3aHHOTO
OmmpyOnHa B KPOBU

312,00

312,00

1.41.

UccnenoBanue ypoBHs
JKeJle3a CBIBOPOTKH KPOBHU

264,00

264,00

1.42.

HccnenoBanue ypoBHs
00111ero Kajplus B KPOBH

288,00

288,00

1.43.

HccnenoBanue ypoBHs
Heopranudeckoro gocdopa
B KPOBH

288,00

288,00

1.44.

HccnenoBanue ypoBHs
LIMHKA B KPOBH

312,00

312,00

1.45.

Hccnenosanue ypoBHs
M€Y B KPOBU

312,00

312,00

1.46.

OOmuit (KITMHIYECKNH )
aHAIM3 MOYH

600,00

600,00

1.47.

HccnenoBanue ypoBHs
CBOOOTHOTO
tpuiioaruponnHa (CT3) B

840,00

840,00

IIpeiickypanT
OCII HUKI1
neauaTpun
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KpOBH

1.48.

Hccnenoanue ypoBHs 720,00 1 720,00
TUPEOTPOIHOTO FOPMOHA
(TTT') cEIBOPOTKH KPOBH
1.49. HccnenoBanue ypoBHs 636,00 1 636,00
CcBOOOTHOTO THPOKCHHA peickvbarT
(CT4) cBIBOPOTKH KPOBH O%H H}II/IpKI/I
1.50. HccnenoBanue aHTUTEI K 984,00 1 984,00 [S—
tupeonepoxcunase (TT1I0) B
KpOBHI
1.51. HcenenoBanue aHTUTEI K 744,00 1 744,00
tupeornodynuny (TT°) B
CBIBOPOTKE KPOBH
2-0i1 3Tan
2.1. W nenTndukarms reHos 10800,00 1 10800,00 I
METOJIOM (IIIOOPECIICHTHON IIpeiickypanT
THOpHIU3AIMH in Situ OCII HUKUA
(FISH) neIuaTpun
2.2. ITonHoe reHomMHOE 60000,00 1 60000,00 AyKiuon
CKaHUPOBAHUE C 2020

O6ronH(pOPMaTHKOM

IlepeyeHb HCMO/Ib3yeMBbIX JIEKAPCTBEHHBIX MPENAPATOB /51 MeIUIUHCKOr0 NPUMEHEeHUs!
(HAaMMEeHOBAHUSA M KPATHOCTH NPUMEHEHHU ), 3aperucTPUPOBAHHBIX B Poccuiickoit

(I)euepauml B YCTAHOBJICHHOM MOPSAAKE - OTCYTCTBYIOT

Hepeqeﬂb HCII0JIb3yEMbIX MECITUIIUHCKHUX I/I3IleJII/II7[, B TOM YUCJI¢ UMIUVIAHTUHPYEMBIX B

OPraHM3M YeJIOBEeKa, 3aperucTpupoBaHHbIX B Poccuiickoii @enepanuu B yCTAHOBJIEHHOM
NopsijiKe - OTCYTCTBYKOT

IlepeyeHb HCMO/IBb3yeMbIX OHOJIOTHYECKUX MATEPHAJIOB (KPOBb, MPENapaTbl KPOBH,
reMonodTHYECKHe KIETKH, JOHOPCKHE OPraHbl M TKAHM) - OTCYTCTBYIOT

BI/IZIBI JeyeoHoro NUTAHUA, BKJIIOYad CIICHHUAJTU3UPOBAHHBIC ITPOAYKTDI Je4eOHoro

NMUHTAHUA - OTCYTCTBYIOT

HHoe - oTcyTeTByeT
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Pacuer

(PMHAHCOBBIX 3aTPAT HA OKA3aHUE MEANLMHCKOI MOMOLIH OJHOMY
NANMEHTY N0 Ka:KI0MY NPOTOKOJY KIHHUYECKOH anpodanuu MeTo/10B
NPOPUIAKTHKH, AUATHOCTHKH, JIeYeHUs U peaduaIuTanun

HaumenoBanue 3aTpar

Cymma
(TBIC. PYO.)

1. 3arpaThl Ha omIaTy TpyAa C HAUMCICHUSIMH HA BBIIUIATHI 110 OIJIaTe TPyJa

PabOTHUKOB, HETIOCPEICTBEHHO CBS3aHHBIX C OKA3aHUEM MEAUIIMHCKON 50.508
MOMOIIIU TI0 KaXKJIOMY IMPOTOKOJY KJIMHUYECKON arnpodaiuu

2. 3arpathl Ha MPUOOPETECHHE MAaTEPHAIBLHBIX 3a11acoB (JIGKAPCTBEHHBIX
IIpenapaToB, MEJUIIMHCKOTO HHCTPYMEHTApHUsl, PEAKTUBOB, XUMHKATOB,

MATKOI'O MHBEHTaps, IPOYUX PACXOJHBIX MaTepUasIOB, BKIIOUYasl UMILIAHTHI, 21.446

BJXUBJISICMBIC B OpTraHU3M YCJIOBCKA, APYI'UX MCAUIIUHCKUX H3I[e.l'[HfI) 1 0c000
OEHHOI'0 ABUKUMOI'O UMYIIICCTBA, HOTpe6JIHeMBIX (I/ICHOJ'II)3yeMLIX) B paMKax
OKa3aHUus MC,I[I/IHHHCKOI;'I IMIOMOIIH I10 KAXKAOMY ITPOTOKOJIY KJIMHAYECKOMN

arpoOanuu

3. Uuble 3aTpaThl, HEIIOCPEICTBEHHO CBSI3aHHBIE C pean3alnueil MpoToKoa 3.518

KIIMHUYECKOU anpodanuu

4. 3arpatbl Ha O0IIEX03AWCTBEHHBIE HYK/Ibl (KOMMYHAJIbHBIE YCIYTH, PACXObI Ha

CoJIep’KaHNEe UMYIIECTBA, CBSI3b, TPAHCIIOPT, OIUIATA TPYAa C HAYMCICHUSIMU HA 83.366

BBITIJIATHI 11O OIUIATC Tpyda pa60THI/IKOB, KOTOPBIC HC IPUHUMAKOT
HEIMOCPCACTBCHHOI'O Y4aCcTHUA B p€ajiu3alliu IIPOTOKOJIa KJIMHAYECKOH

arpoOarun)

4.1. w3 HUX pacXoJbl HA OIJIATy TPYJa C HAYMCIICHUSIMU Ha BBIILIATHI 110

oriaTe TpyJia pabOTHUKOB, KOTOPBIE HE MPUHUMAIOT HEMOCPEACTBEHHOTO 7.770

y4acCTusA B p€ajin3alu IMMpOTOKOJIa KJIMHUYECKOMN anp06auHH

Hroro:

158.838

I'ox peanusanmu [Ipotokona KA KonnuecTBO manueHToB Cymma (ThIC. py0.)
2022 5 794.190
2023 15 2 382.570
2024 10 1 588.380
Hroro: 30 4765.140

PexTop

Munznapasa Poccuu
28.02.2022 1.
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[IITamn MEOULIMHCKON OpraHu3alun

NHANBUAYAJIBHASA PETUCTPALIUOHHASA KAPTA HABJIIOJAEHUSA TAIIUEHTA
B PAMKAX KJIMHUYECKOM ATTIPOBALIUA

«/lnarnoctuka HeauQGepeHIMPOBaHHONW YMCTBEHHON OTCTAJIOCTH HA OCHOBE MOJICKYJISIPHO-
TeHETUYECKUX HCCIICIOBAaHUH (MACHTH(PHUKANSA T€HOB METOIOM (DIFOOPECLIEHTHOM rHOpUAN3aIu in situ-
FISH u nonHOe reHOMHOE CKaHUPOBAHHUE METOIOM MOJICKYJIIPHOTO KaPUOTHUITUPOBAHKS) Y TAIIMEHTOB OT

18 mecsmeB 10 14 et BKIIOYUTEIBHO KEHCKOTO M MY)KCKOTO TI0J1a ¢ tuarno3oM: «HeyrouneHHast
yMmctBeHHas orctanocth (F 79); Bo3nelicTBue paguarmonsoro 3arpsasHenus (Z 58.4)» ¢ nenbro
BepU(UKALMU 1UarHO3a U ONpeIeIeHUsl 3HaUMMOCTH PaJMallMOHHOrO (pakTopa B 3THONATOI€HEe3e
3a00J1eBaHUs 110 CPABHEHHIO C METOAOM JIMAarHOCTUKU Hen(phepeHIMPOBaHHON YMCTBEHHOW OTCTaJIOCTH
Ha OCHOBE IIUTOT€HETUYECKOI0 CCiel0BaHus (KapuOTHUI) y JIeTel U3 TepPUTOPHIl ¢ paJOHYKIIUAHBIM
3arps3HEHUEM»

D.N.0.:

Howmep manuenra:

Homep MeauumHcKoN KapThl CTALMOHAPHOTO OOJIBHOIO:

Jarta poxxaeHus:

Bo3zpacr:

Ilom:

Junarno3 kannudeckuii no MKb:

Kox mo MKB

Jlata noanucanus ”HGOPMUPOBAHHOTO COTJIACHSL:

®.U.0. Bpaua: Moanuce:

Jlara
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Buzur Ne_1

Jarta ocmortpa:

KanoonI:

AHaMHe3 3a00JieBaHud

AHaMHe3 JKN3HH

HepeHQCEHHble 3ab0ne6anus.

Onepayuu, mpaémuvl:

Kypenue:

Annepeonocuueckuti aHammes.

CeMeHHBIH aHAMHE3:

PonocioBHast

Pagnanuonublii anamue3s

HaumenoBanue IMpodanna Marts

Oren

Cuoc 1

Cuboc 2

YpoBenb  3arpss-
HeHHus 1e3uem-137
MecTa  MPOKUBA-
HUSA

JlnuTeabHOCTD
NMPO:KMBaHUS B pe-
THOHE 3arpsi3HEHUs

Pernon, B koTOpom
nporekajia Oepe-
MEHHOCTb Y MATEpPH

ITormomennas 703a
paauanuu HA
IIUTOBUIHYIO

:Kegesy (cl'p)

OI'AOY BO PHUMY um. H.M.ITuporosa Munsapasa Poccuu




ITorimomennas 1o3a
paauanMu Ha Bce
Tes10 (M3B)

IIpod.BpennocTu y
poauTeei

IIepenecennbie
3a00/1eBaHNs,
npeauecTByOIne
0epeMeHHOCTH

JlanHbIe 00bEKTUBHOI0 OCMOTPA
Poct Bec UMT
CocrosiHne Al qcCcC

Pe3yJIbTaTI)I KIMHHUYECKOI'0 OﬁcJIEIIOBaHI/lﬂ (npnnaraloTcn):

JJanHble 1a00pPaTOPHBIX, HHCTPYMEHTAJBLHBIX METOA0B UCCJIeI0BAHNUS (IPUJIATAIOTCSH):

HHble HeoOXxoauMBIe JaHHbIC M Pe3Y/IbTATHI (IPHJIATAIOTCSH):

3akiIoueHune:

Juarno3 kaimaudecknii no MKb:

PexoMeHnganuu 1mo BeIeHUIO U JICYECHHIO:

®.1.0. Bpaua: MMoanuce:

Jlara
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Busut Ne (mocaegumii)

ConepxarejibHasi 4aCTh

OuneHka corjiacHo Kputepusim 3¢ (peKTHBHOCTH:
1. KonuuecTBO BBISBICHHBIX BApHAHTOB HeAU(epeHInPOBaHHON YMCTBEHHOM OTCTANIOCTH C
MIOMOIIIBIO METOA KITMHHUYECKOW anpoOariu
o bonvuwe, wem 6 memooe cpasuenus na 10%
o Conocmasumo ¢ memooom cpasnenus om 0—10%

o Menee uem 6 memooe cpagnenus Ha 5%

2. YactoTa BBISIBIICHUS] H3MEHEHUI KapUOTHUIIA y IETEH B TPYIINE HAOIIOCHHS TTO0 CPABHEHUIO C METOJIOM
CpaBHEHHS.

o bonvwe, uem 6 memooe cpagnenus na 5%

o Conocmasumo ¢ memooom cpasrenust om 0—5%

o Menee uem 6 memooe cpasnenus Ha 5%

3akJiroyeHmue:
[TanmeHT 3aBepuIn yyacTre B KIMHUYECKON anpoOaluu.
OOGI1ee coCTOSIHUE B X0/1€ KIIMHUYECKO# anpo0aluu: - yIIy4Yiioch/yXyAIIHIOCk/0CTaI0Ch IPEeKHEE.

OcnoxxHeHus B paHHI/Iﬁ HOCHCOHCpaHHOHHLIﬁ nepuon

OcnoxHeHust Ha aMOyJIaTOPHOM JTare

HaHpaBJ'ISIeTCSI noa Ha6J'IIO,HeHI/Ie JICHaliero Bpavda 1mmo MeCTy XUTCIIbCTBA.

Brmmucka ¢ PEKOMCHAAIINUAMU [1dHA IMTAOUCHTY HAa PYKH.

Bpau cnenmanuct IToanuce

3aB. OTaEIEeHUEM IMoamuce

['maBHBII Bpau [lonmuce
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COI'VIACHE
Ha ONy0JMKOBaHHE MPOTOKOJIA KIMHUYECKOH anpodanumn Ha
opuuuaabHOM caiite MUHHCTEpPCTBA 3APaBOOXPAHEHHSA
Poccuiickoit ®enepanuu B cetu «AHTEpHETY

r. MockBa 28.02.2022 r.

denepanbHOE TOCYAAPCTBEHHOE aBTOHOMHOE 00pa30BaTelIbHOE YUPEKICHUE
BbICIIET0 TpodeccroHanbHOro oOpa3zoBanus «Poccuiickuii  HallMOHATBHBIN
MCCIIEIOBATENIbCKUM ~ MEAUUMHCKUM  yHuBepcuter» uM. H.M. Iluporosa»
MunucrepcrBa 3apaBooxpaneHuss Poccuiickorn @enepanuu, B JIAIE PEKTOpA
JlyxbstHoBa Cepress AHaTOJIbEBUYA, JEHCTBYIOIIETO HA OCHOBAHUM Y CTaBa:

1. JlaeT cBoe corjiacue Ha ONyOJIMKOBaHUE MPOTOKOJA KIMHUYECKOU
anpobanuu «Jluarnoctuka Heau(pHepeHUMPOBAaHHOW YMCTBEHHOM OTCTAIOCTH Ha
OCHOBE MOJIEKYJISIPHO-TEHETUYECKUX HCCIEAOBAHUM (MACHTU(UKALMS T'€HOB
MeTonoM duroopectieHTHOM rudpuausanuu in situ-FISH u monHoe reHoMmHoe
CKaHHPOBaHUE METOJIOM MOJEKYISIPHOIO0 KAPUOTUIIUPOBAHMS) Y MALIMEHTOB OT 18
MecCsIEB 10 14 NeT BKIIOUUTENIBHO >KEHCKOTO M MY’)KCKOTO MOJla C AUArHo30M:
«Heytounennas ymctBeHHas otcranocts (F 79); BosgelicTBue pamuairioHHOTO
3arpssHeHust (Z 58.4)» ¢ uenbio BepuUKAMU JUarHo3a W ONpeeICHUs
3HaYUMOCTH paJUaIlOHHOrO (akTopa B 3THOMNATOreHe3e 3aboyieBaHMs 10
CPaBHEHHIO C METOJOM JMAarHOCTUKH HeaudpdepeHIMPOBAaHHONW YMCTBEHHOMN
OTCTaJIOCTH HAa OCHOBE LIUTOT€HETUYECKOIO UCCIEI0OBAaHUA (KapUOTHIT) Y JAETEHN U3
TEPPUTOPUIL C PATUOHYKIUAHBIM 3arpsizHeHHemM» (nanee - IIpoTtokon) Ha
oduimansHOM caiite MunuctepcTBa 31paBooxpanenust Poccuiickoit denepanuu B
cetu «MHTEpHETY.

2. Hacrosimee Cornamenue pacnpocTpaHseTcs Ha TekcT IIpoTokona wu
CONPOBOJUTEIIbHBIE JOKYMEHTHI, BKJIt0Uas naHHoe CoraiieHue.
3. Hacrosimee CornameHnue BCTyMaeT B CWIY C JaThl €ro MOJANUCAHUS U

ﬂeﬁCTByeT A0 MOMCHTA OT3bIBA 3daMHTCPCCOBAHHBIMU CTOPOHAMMU.

Pexrop ,
®I'AOY BO PHUMY um. HW. Ifuporosa.

Munsnpasa Poccun C.A. JlykpsHOB
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